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npegocTaBneHo

3aBeaytouwmii naéopartopueii:
[oktop James R. Nickel, M.D.
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Mpumunte mepsbi(0)

*Mbl nccneposanu sawy AHK Ha
24 KOoMNMEKCHbIX 3a6051eBaHuA.

3anmutecb npodnnakTukoii(s)

W3yunte rnyoxe(14)

Bepgute 300p0BbIin 06pa3 xm3Hu(5)

*KonmuecTBo TecTupyembix 3a6o1eBaHul
BapbypyeTcs B 3aBUCMMOCTU OT
3THUYECKO 1 NOSTOBOI NPUHAAIEXHOCTH.
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YpoBHU pUcka

UTo6bI NOMOYL BaM pa3obpatbesl B pe3y/ibTatax Ballero reHeT4Yeckoro TeCTUPOBaHNS U aHa/n3a o6pasa X13Hu, Mbl
MCNonb3yem NsTb KATEropuii A5 OLEHKM BalLIMX PUCKOB M COOTBETCTBYHOLLMX PEKOMEHAALMIA. s HarNsagHOCTW nepes,
Ha3BaHNWEM Kaxkaoro 3a60/1eBaHus Bbl YBUAMTE LIBETHbIE CUMBO/IbI, OTPAXKAIOLLME Balll FEHETUYECKUIT PUCK, a Takke

PWCK, CBSI3aHHbIN ¢ 06pa3oM XM3HW. Baluy 6ansibl reHETUYECKOrO PUCKA PacCUUTLIBAIOTCS C NMOMOLLIbIO pa3paboTaHHOro
HaMKn aJIropUTMa, OCHOBAHHOTO Ha KOppPensLM/ Ballero reHeTMYeckoro Nnpoduss ¢ AaHHLIMU ONy6IMKOBaHHbIX Hay4HbIX
nccnefoBaHuii. bannbl 06pasa X13HM HAYNCISIOTCH UCXOAA M3 BallUX OTBETOB NPW 3anofIHEHUM aHKETbI MO OLiEHKe 06LLEero
COCTOSIHVS! 340PO0BbSl, @ TaKkKe YKazaHHbIX BaMU JIMYHBIX AaHHbIX (BO3PAcCT, MO/, U STHUYECKas NPUHAA/IeXHOCTD).

HemeaneHHO NpumMuTe Mepbl

CogepxaHue BallVX OTBETOB MNP 3aM0OSIHEHUN aHKETbI CBUAETENBCTBYET O HA/IMUMM (DAKTOPOB

o6pasa XWU3HN NN UHAMBMAYAIbHBIX 0COGEHHOCTEN, CO3atoLLMX 3HAUNTENBHBIV PUCK PA3BUTWS 3TOMO
3a6oneBaHusl. CyLlecTByeT MHOXECTBO (DAaKTOPOB, BIUAIOLMX Ha 06LLMii ypOBEHb pucka. PekomMeHayem
BaM 06CYAWTb 3TW 3a60/EBaHNKS C levallyiM BpayoM AJ1s peLLleHnst Bonpoca 0 TOM, Kakue cnocobbl
NPOOUIAKTUKIA MOTYT MOMOYb B CHKEHUW 3TOTO pUcKa.

MpumMmuTe mepbl

leHeTMKa: Y Bac BbIsIBIEHbI TEHETUYECKME MApKepPbl C BbICOKOW CTEMEHbLI KOPPENALNA C AaHHbIMN
3aboneBaHussMn. O6pas xu3Hn: CBegeHns 0 BalleM 06pase XN3HN /AN NNYHbIe AaHHble (Mos, Bo3pacT,
3THUYECKAs NPUHAANEXHOCTb) CBUAETENLCTBYIOT O HAIMUMK (DAKTOPOB, CBSA3AHHbIX CO 3HAUYNTENIbHLIM
yBEe/IMYEHUEM pUCKa Pa3BUTUA ITUX 3a60/1eBaHN N UMEIOLLMMUCS Y BAC BO3MOXHOCTAMM YNy4LleHUs
300p0Bbs. CyLLecTBYeT MHOXECTBO (DAKTOPOB, B/IMSIOLWMX Ha 06LLMIA YPOBEHb pUcKa. PekomeHayem Bam
obcyanTb 3TM 3a60NeBaHUA C flevalliM BpadyoM A/18 peLleHns Bonpoca o TOM, Kakne npodmnnakTnyeckme
Mepbl BaM HEOBXOAUMbI.

3aiimntecb NpodnNakTUKOW

leHeTuka: Ball reHeTMYeckunii Npounb CBMAETENLCTBYET O HECKOBKO NOBbILLEHHO
npesapacnoIOXeHHOCTH K 3TUM 3a6oneBaHnsaM. O6pas Xu13Hu: Balum oTBETbI HA BONPOCHI aHKEThI U/

WM NNYHbIE AaHHble (Mo, BO3PACT, ATHUYECKAs NPUHAANEXHOCTb) YKa3bIBAKOT HA HA/IMuMe HEKOTOPbIX
haKTOpOB, CBA3AHHbIX C MOBbILLEHHLIM PUCKOM Pa3BUTUS 3TUX 3a60/1eBaHNI 1 UMEIOLLMMACS Y Bac
BO3MOXHOCTAMMW YNyULLEHNS 300p0BbSA. Bbino 6bl LienecoobpasHo 06CyanTb 3TW 3ab601eBAHNSA C levallm
BpayoM /151 peLLeHrs Bonpoca O TOM, Kakvme NpodomiakTnyeckne Mmepbl BaMm He06X0AMMbI.

N3yuute rnyoxe

[eHeTuKa: Baw reHeTnyeckuin I'IpOCbI/II'Ib Heé yKa3blBaeT Ha MOBbILLUEHHbIN PUCK pa3BnUTUA Kakoro-imb6o

13 3TuX 3abonesaHuii. K gaHHoI KaTeropum prcka 0THOCUTCS 6OMbLUMHCTBO Mtogein. Obpas XU3Hu:
Co,qep»(aHme BallnX OTBETOB MNMpwv 3arnoJjIHEHNN aHKETbl HE AAaeT 0COo0bIX noBoaoB AnA becnokoiictBa. Tem
He MeHee, COBETyeM BaM paclUNpATbL CBOW 3HaHUA 06 3TnX 3a60/1eBaHUAX, YTOObI BbIACHUTb, Kakne eLlie
Cnocoosbl I'IpO(*)VIJ'IaKTVIKVI Bbl MOI/IM Obl UCNOJ/b30BAaTb.

Begute 340poBblii 06pa3 XXU3HU

leHeTvKa: Baw reHeTmyeckunii npodnsib He CBUAETENLCTBYET O BbIPAXXEHHOM NpeapacnosioXeHHOCTH

K AaHHbIM 3ab0/1eBaHUAM. O6pa3 Xn3HN: OBbIYHO BbI NpUHMUMaeTe npaBu/ibHbIE pPeLleHns, KOTopble
MoryT CNOCOGCTBOBATL CHMMKEHUIO o6|.|.|,ero PUCKa pa3BuTnd aTnux 3aboneBaHuii. Kak 1 B OTHOLLIEHUM
I'IpO(bI/l]'IaKTI/IKI/I NOObIX Aapyrunx 6one3He|7|, BaM cneayet u aanblie NpuHuMaTb pelleHns, noiesHble ansa
Ballero 340poBbA.
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MogrBepxaeHo /| OTHOCUTENBHO

MoaTBepXXAEHO AHaM3bl N0 COCTOAHUAM C pesy/bTaTtom «oATBEPX/AEHO>» COOTBETCTBYIOT HaLLMM CTpOXaWLLIMM
KpuTepusam, Heo6xoAMMbIM A/19 BK/THOYEHWNS B 3TOT OTYET. VICNO/b3yoTC MapKepbl, KOTOPblE UMEIDT
CTaTUCTUYECKUN 3HaYVMble pe3ysbTaTbl B 0ny6/IMKOBaHHOM McciefoBaHmmn ¢ MMHUMymMom 1000
Habngaemblx nauneHToB 1 1000 HabnogaeMbIX B KOHTPO/bHOL rpynne. B AoNOMHEHNE K aTOMY,
pe3ysnbTarbl 3TOro UccnefoBaHns 6bl/iM MOBTOPHO MOATBEPXAEHbI B MOAOOHLIX UCCef0BaHNAX
[aHHO 3THUYeCKOo rpynnbl.

OTHOCUTENTbHO AHaM3bl MO COCTOSHUAM C Pe3yNbTaToM TECTUPOBaHUSA «OTHOCUTENBHO» UCNO/b3YIOT MapKepsbl,
KOTOpble MMEeT CTATUCTUYECKM 3HaYMMbIE pe3ynbTaThbl B 0ny6/IMKOBaHHbIX NCC1ef0BaHNAX
¢ MuH1MMymom 1000 naymeHToB u 1000 HabnwgaeMbiX B KOHTPOIbHOM rpynne. OgHako aTu
pesynsrartbl He 6bI/IM NOATBEPXAEHbI B APYTUX UCCNefoBaHusAX. Mbl cuMtaem, YTo aTu pesynsrarhl
COOTBETCTBYHOT MUHUMaJ/IbHOMY YPOBHIO OCTOBEPHOCTU, YTOObLI COOBLLNTL NX BaM. OfHaKO
TpebytoTcA AOMNOMHUTESbHbIE NCCNENOBaHUsA, AeMOHCTPUpYIoLmMe NofobHble pesynsTarsl, 418 TOro
4TOObLI Mbl MO YKa3blBaTb UX pe3ysbTaT Kak «[oATBepXAeHO».
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Bce COCTOSIHMA MMEKOT OfHY M3 YeTbipex kaTeropwuii. Boibop Balleit kateropuv onpeaensieTcsi Halwmnm 3anaTeHToBaHHbIM
a/IrOPUTMOM, UCMO/b3YIOLLMM 3HAHUSI TEHOTMNA COBMECTHO € OMy6/IMKOBaHHLIMW UCC/Ie40BaHNAMM O prckax 3abosieBaHui,
CBSA3aHHbIX C UHAVMBUAYA/IbHBIMU TEHETUYECKUMI OCOBEHHOCTSAAMU. TaM rae 3TO BO3MOXHO, Mbl UCNO/Mb30Ba/ v UCCeA0BaHMS,
NpoBOAMMbIE B Balleil 3STHUYECKO rpynne. Ecnv nccnegoBaHuin gns Ballein 3THAYECKON rpynnbl He NPOBOANNCH, Mbl
NCMNO/Ib30Ba/IN Ay4lUMe U3 NMetowmxcs (06bIMHO 3TO UCCIeA0BaHUS cCpeaun npeacTaBmTeneit 6enoli eBponeongHon pachkl). Yetbipe
KaTeropumn npegHasHayeHbl 4151 0TO6paXeHUss COOTBETCTBYHOLLIENO YPOBHS NOAXOAsLLEN Ballel peakummn, 06yCcnoBEHHOM BaWMMMn

MapKepamu reHoTuna Ha KoTopble NPOBOAWIOCH UCC/IEA0BAHME.

HasBaHue 3a6oneBaHuii Puck pasBuTtus 3a6oneBaHus Puck B gaHHOI
nonynsyuun *
Bo3pacTHaa MakynsapHasa gereHepauus BeauTe 300p0BbI 06pa3 XU3HW 12%
BonesHb Anbureimepa ¢ no3gHen maHmdgectaumei WN3yuunTe rnyoxe 13%
BOKOBOI aMMOTPOIMUECKUIA CKITEPO3 3alimuTecb NPonNaKTUKOMA 0.3%
BpoHxnanbHasa actma 3alimuTecb NPonNaKTUKON 11.2%
MepuaTtensHas apuTMns N3yuunTe rnyoxe 25%
KonopektanbHblii pak 3aiimuTecb NPonNaKkTUKOA 5.2%
Mwemunyeckas 60ne3Hb cepaua N3yunte rnybxe 40%
CaxapHsblin gnabet 1 Tuna BeauTe 300p0BbI 06pa3 XU3HW 1.8%
CaxapHblin gnabet 2 Tuna N3yunte rnybxe 33.9%
JKchonmaTneBHas rnaykoma BeaunTe 300p0BbI 06pas XN3HW 2.3%
ApTepuansHasa runepteHsna M3yunte rnybxe 90%
XpoHuYeckuii (MM OLUTaPHbIA Nenko3 W3yunte rnybxe 0.5%
Pak nerkoro N3yunte rnybxe 7%
MenaHoma N3yunte rnybxe 1.9%
PaccesHHbI cknepo3 W3yuunTe rny6xe 0.2%
VHhapKT Mrokapaa BeaunTe 300p0BbIi 06pas X13HW 19%
OxunpeHune N3yunte rnybxe 29%
OcTteoaptput 3aliMuTecb NPonNaKTUKONM 44.7%
3aboneBaHue neputepnyecknx aptTepuii N3yuunTe rny6xe HeunsBecTHO
Pak npeactarensHoi xenesbl N3yunte rnybxe 15.9%
Mcopunas 3alimuTecb NPonNaKTUKOM 4%
PeBmaTouaHbIi apTpuT W3yuunTe rny6xe HewnssecTHO
CuctemHas KpacHas BonyaHka BeaunTe 300p0BbIi 06pas XN3HW HewnssecTHO
H3BEHHbI KONUT N3yunte rnybxe HewnssecTHO

* NONYNALMOHHBIA PUCK COOTBETCTBYET NPOLIEHTY NtoAel B 06LLeli nonynsummn, y KOTOPbIX BO3HUKHET HapyLleHne 3a BPeMS XU3HU. 3TN Ludpbl
B35ITbl U3 ONYy6/IMKOBaHHbIX NCCNef0BaHWIA, NPOBOAYMbIX CPpeay NoAei 6e3 AaHHOTo HapyLUeHWst B cneuutnyeckoi nonynaumm onpeseneHHoro

BO3pacTa, 1 He COOTHOCATCS C MHAMBMAYA/IbHbIMY pe3yibTaTamu.
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MHhopmauws npefocTasneHa: Genex

Bo3pacTHas MakynsipHas AereHepauus

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
BeauTe nsyuute rnyGxe nonynaumm:
340pOBbIii 06pas3 12/100

XU3HU 3ab6oneloT AaHHo

naToniormeii B Te4eHnmn
CBOE XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IEeAYIOLLE, ykasaHHOI Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
ARMS2 rs10490924 rir 1.00 T 20% noATBepXxaeHo 16174643
Cc2 rs547154 rr 1.00 T 6% noAaTBepXaeHo 16518403
C3 rs1047286 L/, 1.00 T 20% noATBepXaeHo 19168221
CFH rs1061147 Li/L, 1.00 A 37% noATBepXaeHo 15870199

OnpeaeneHne aTuX TEPMUHOB HAXOAWTCS B [10CCAPUU B KOHLLE AOKYMEHTA

Uto MHe cneayeT npeanpuUHATL?

AHanun3 Baluero reHoma He YKa3blBa€eT Ha CyuliecTtBoBaHune Bblpa)KeHHoVI npeapacnosioxKeHHOCTU K JaHHOMY 3ab0neBaHuio.
CoxpaHuTb 340pOBbe NOMOXET cOalaHCUPOBaHHOE NUTaHne, TPaauLMOHHbIE (PU3NYECKNE YNIPaXKHEHNS U Nepuogmyeckme
KOHCyNbTaLMu C sievalium Bpadom. Heob6xoammo NOMHUTL, YTO BEPOATHOCTb pasBUTUS BO3PACTHON MaKyNspHOA
JereHepaunn BospacTtaeT npu KypeHun. Ecnv Bbl KypuTe, oTkas ot 3TOoN Bpe,ﬂ,HOVI NPUBbLIYKN CTAHET BaXXKHbIM LLarom B
npeAoTBpaLleHNM pa3BMTUSA AAHHOTO 3ab60neBaHus.

FeHeTUUYeCKuW 0630p

B passuTn BM/ cepbe3Hyto posib UrpaeT Hac/1eaCTBEHHbI KOMMOHEHT. B nccnegoBaHuax Ha 6/n3Helax 6b110 NokasaHo,
4TO OT 46% [0 71% BapuaHTOB pasHON cTeneHun Tsxkectn BM/ onpeaenstotca reHeTudeckummn paktopamu. BM, — ato
KoMMeKcHoe 3abosieBaHre, KOTOPOe pa3BMBAETCH B pe3y/bTaTe HakonuTenbHoro adypekTa n3MeHeHnli B HECKObKNX
reHax. 3a nocnegHue nATb AeT 6bIN NAEHTUPULMPOBAaHBLI U ON1CaHbl MyTaLun B ABYX Hanbonee 3Ha4nMbIX reHax,
nosblwarowme puck BMA. 3to reH dpaktopa H komnnemeHta (CFH) Ha xpomocome 1 1 reH HTRAL Ha xpomocowme 10.
M3yyeHune aTuX reHoB NO3BOMNT YUYEHbIM OTKPbITb AedeKTbl, KOTOpble NPUBOAAT K BO3SHUKHOBEHWI0 BM/. B oTnnuune ot

BM/J, makynapHas gereHepauus ¢ paHHeli MmaHudecTalyein 06b14HO Bbi3BaHa MyTauMsMK B eAMHUYHbIX TeHax. Hanpumep,
60ne3Hb CTaprapaTa, koTopas sBfsieTcsi Hanbosiee YacTo BCTpevatowencs oopmori Hac/ieayemMoii FOHOLLECKON MaKyNsipHOM
AereHepaumu, pasBmMBaeTcsa Npu HaIMYMN ayTOCOMHO-PELLECCUBHOM MyTauun B reHe ABCA4.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBePXAeHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoii cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHbli AnarHoCTUYECKWA TECT MOXET UCMOb30BaThCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HWKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTUETY, CBSXMUTECH C HaLLMMK
KOHCynbTaHTaMm Mo TenedoHy 8-800-444-36-39 nm ¢ NOMOLLBI0 MHTEPHET caiiTa Www.genex.ru.
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MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

BospacTtHasa MakynsipHas JereHepauusa (BMA) - o4HO 13 caMbIX pacnpoCTpaHeHHbIX U Maslon3yyYeHHbIX rNasHbIX

3a60/1eBaHUiA, ABNSAKOLEECS OCHOBHOM NMPUYMHOLN NOJTHOM NOTEPW 3peHUs Y ntoaeli ctapue 60 neT B UHAYCTpUasibHO

pa3BuTbIX cTpaHax. Mo gaHHbIM BcemupHoli opraHusaumy 3gpaBooxpaHeHns 161 MUAAnoH YenoBek B MUpe cTpagatoT

3a60/1eBaHUsIMM 11a3, B TOM unce 25-30 MUIIMOHOB YenoBek 60/1bHbI BMJ,. /lto6oi yenoBek cTaplue 40 1eT NoABEPXKEH

aTomy 3abonesaHuo. BBuay NnocTostHHOro ctapeHus obuwectsa, BM/ aBnseTca ogHOM 13 cepbe3HbIX MeAULMHCKMX 1

coumasibHbIX Npobaem. B pesynstate BM/, nopaxaeTcs LeHTpasibHoe (MakKynspHOE) 3peHne, YTo Npu AasibHenlem

nporpeccrpoBaHnv 3ab6oneBaHnsa NPUBOAUT K C/IENOTe Ha OAWH Unu faxe oba rnasa.

OueHb BaxHO yxe B 30-40 neT Ha4yaTb NpodhmnnakTMKy 3aboneBaHuns, Tak Kak Ha JaHHbIA MOMEHT MEeTOAbI neveHns BM/,

60O NOMHOCTLIO OTCYTCTBYIOT, B0 OYEHb OrpaHUYeHbI.

dakTopbl pucka:

. UeMm cTapLue CTaAHOBUTCA YeNoBeK, TEM 3allUTHan cUcTeMa rna3 CTaHOBUTCH BCe 6oree yAa3BUMOW 1 TpebyeT
[OMNONHNUTENBHOM MOMOLLN.

. Hapsay ¢ Bo3pacTHbIM (hakTopoMm, SIBMISIIOLLMMCS «eCTECTBEHHO» NpUUMHO BM/, cyLecTBYyeT elLe 1 rpynna pucka
Mo PasBUTWIO JAHHOTO 3a60/IEBAHNS.

Bbicokas rpynna pucka:

. HacnefncrtBeHHOCTb: fil0au, nmetowwme crydaun 3abonesanns BMJ cpean 651M3KNX pOACTBEHHUKOB.
. leHeTnyeckunii hakTop: B OTAESbHbIX C/IyYasx KOMOMHALWA reHOB SABASeTCS npuunHoii BM,
. Hu3KasA NI0THOCTL NUIMEHTa Maky/ibl: UCC/Ief0BaHUA NoKasasan, Y4To NJIOTHOCTb NUIMEHTa Maky/bl ropasfo Bbille B

300pOBbIX [/1a3ax, YeM y TEX, KTO CTpagaeT BO3pacTHOI MaKy/IsapHOR aereHepauuveit. Mpy 3ToM, HU3Kas MI0THOCTb
nUrMeHTa Makynbl He aBnaetca cneacrsnem BMA.

. KypeHue: y KypubLLMKOB puUck 3a60/1eTb BM/L B ABa pasa BbilLe, YEM Y HEKYPSILLMX, MOTOMY UYTO CUTApPETHbIN AbIM
yBenMumBaeT o6pasoBaHne BpeAHbIX CBO6OHbIX pafiMKasioB.

. Hecb6anaHcupoBaHHas AMeTa: OTCYTCTBME UM HEAOCTATOK B AMETE HEOBXOAMMbIX BUTAMUHOB 1 MUKPO3/1IEMEHTOB, a
TakXke 3alMTHbIX KAPOTMHOUAOB (NI0TEUHA M 3eaKCaHTIHA), COePXalLLMXCS B 3e/1eHbIX OBOLLAX: kanycTe, Wn1Harte,
GPOKKONW, 3eM1EHOM FOpPOLLKE, KYKYpy3€, 0CNabnsieT aHTMOKCUAATHY0 CUCTEMY OpraHM3ma.

. OXMpeHe: HU3Koe KO/IMUYECTBO KapoTMHOMAOB 6bIN0 Y Mtoaeit ¢ U3bbITOUHOI Maccoii Tena.

. MpsiMoe BO3AelicTBME COMHEYHbIX STydeii nopakaeT rnasHyto ceTyaTtky, No3ToMy ohTaslbMO/OTV PEKOMEHAYHOT
UCMOMb30BaTh COMHLE3ALLNTHBLIE OUKN.

. MpeacTaBuTENN 3THUYECKOW rPyNMbl: JIAM CO CBETION KOXENR 1 ronybbiM LBETOM payXHO 060104kM r1a3 B
60/1bLLEN cTeneHn nogsepXeHol BMA,.

. Mon: XeHLmMHbI 6o1ee nogsepxeHbl BM, 4eM My>X4UNHbI.

. MoBbILEHHOEe apTepuasibHOE AaBfieHNe: MOXET NOCAYXWUTb MPUUNHOW TPOMB03a B rNasHOM KPOBEHOCHOM COCYAE, UTO
MOXeT CMPOBOLMPOBATL pa3BUTME BO3PACTHON MaKy/IspHON AereHepaumu.

. Ecnu oguH rnas nopaxeH BM/: cywectByeT 60/1blLas BEPOATHOCTb pasBuUTUA 60ME3HU 1 B APYrom rnasy.

MpodmnakTnka

3awmra 1 npodmnakTka 0cCo6eHHO BaXHbI B C/lyyae ¢ Bo3pacTHoii MakynsipHoii [lereHepaumeid, B CBSI3W C TeM, UTO
60/1e3Hb MMEET HeoGpaTVMble NOCNEACTBUS: BEfb 3PEHNE HE BOCCTAHAB/IMBAETCS.
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Bone3Hb Anbureiimepa c Nno3gHeun
MaHudecTayueim

[JaHHble pe3y/bTaTbl OCHOBBLIBAIOTCS Ha C/IEeAYIOLLEi, ykasaHHO Bamuy, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

leHeTvKa:
usyuuTe rnyoxe

Puck B AaHHo

nonynaLUum:
13/100

3aboneloT gaHHoi

naTonorveii B Te4eHnm

CBOEW XN3HU

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

NcTouHMKN uccnepgoBaHna U pesynbrarthl

Fen/fokyc’ O HOHYKNEOTUAHBIN Balll reHoTUn2 reHoTun APOE
n011|/|M0pcp|/|3|v|l
APOE rs7412 /L, 3/3
APOE rs429358 TIT 3/3

Onpe,u,eneHme ITUX TEPMUHOB Haxo4nTCA B 10CCapumn B KOHLE AOKYMEeHTa

Uto MHe cneayeT npeanpuUHATL?

Ball reHeTnyecknii npodn/b YKa3bIBAET HA CPEAHION NPeapacno/ioXeHHOCTb K Pa3BUTUI0 6o1e3HN Anblreiimepa.

JlokasaHo, YTo MOMUMO 3L,0POBOTO NMUTAHUS 1 PETY/ISIPHOI (hM3MYECKOli Harpy3Ku A4J1s1 CHKEHUS BEPOATHOCTU Pa3BnTusi BA,

Heob6x04MMO NoAAEPXKMBATb BbICOKYH COLMasIbHYHO U YMCTBEHHYO akTMBHOCTbL (PMID 16472203, PMID 19671904).

© 2011 Genex. Bce npaBa 3aLuLLeHbl.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

FeHeTUUYECKUW 0530p

13BecTHbI ABe hopMbl 6one3Hn Anbureimepa (BA): peakasi, ¢ paHHel MaHndecTaumeid (HacneacTBeHHas) 1 4acTo
BCTpevarLwascsa oopma, ¢ no3gHein maHndectayuein (cnopaguyeckas). 31 aAse hopmbl 601e3HK AfblLreiimepa nmeoT
OfVHaKOBble CUMMTOMbI M aCCOLMNPOBaHbI C O4NHAKOBLIMW MOPaXKeHNSAMU TO/IOBHOIO MO3ra, YTO MO3BOJIAET Npeanonararb
nX (PM3N0NOTNYECKY0 UAEHTUYHOCTb.

B 60nblIMHCTBE CrlyvaeB B 3a60/1eBaHUM C paHHUM Nposi/ieHnem (80 60-65 neT) BaxkHOe 3HaYeHne UMEeIOT MyTaLluun B
ogHom u3 Tpex reHoB (PSEN1, PSEN2 nnn APP). F'eH APP koanpyeT 6en10K npeALlecTBeHHNK NenTmuaa nog HassaHnem
6eTa-amunoung, (A-6eta), KOTOpbIli ABISETCS OCHOBHbLIM BELLECTBOM CEHWUSIbHbIX BMsLLEK, OOHAPYXEHHbIX ¥ 60MbHbIX C BA,

B TO Bpems kak 6enkn PSEN1 n PSEN2 (npeceHnnivH 1 v npeceHnnuH 2) ABnsTCA KNoveBbIMY epMeHTaM BbipaboTku
nentuga A-6eta. B coctaB A-6eTa BXoguT 34 - 42 aMUHOKUCIOT U MMEHHO AJIMHHBIA nentug ¢ 42 amuHokucnotamu (A-
6eta42) obpasyeT arperatbl B rO/IOBHOM MO3re, YTO NPUBOAUT K OT/TIOXEHUIO 6esika 1 3anycKy nepsbiX 3Tanos hopMmnpoBaHns
6nawek (PMID 12130773). MyTauum, KOTOpble CUMTAIOTCA NPUUNHOI 3a6oneBaHus, B reHax APP, PSEN1 n PSEN2, kak
npasw/10, NPMBOAAT K YCUIEHUIO BbIPabOTKM 3TOl hopMbl nentuga A-6eTta.

BA nosgHeli MaHugpecTauum coctasiseT npumepHo 95% Bcex cryvyaeB BA 1 He 3aBUCUT OT MyTauun B O4HOM FeHe.
OpHako, 6b1/10 NoKasaHo, YTo asnnesnb 3NcuUIoH-4 reHa anonunonpotemHa E (APOE) okasblBaeT HeraTuBHOe B/USHUE U

Ha MPOAO/KUTENBbHOCTb XU3HW, U HA BO3pacT nposiBfieHns natonorum (PMID 15181244, PMID 8083686). iccnegosaHus
cemeli, poAHbIX 6/IM3HELOB W YCbIHOBEHHbIX AeTeli NoKa3asin BbICOKMA YpOBEHb HacneayeMocTy 60ne3Hu Anblreivepa
(npymepHO 80%). Ecnu Balumn pogutenn uamn pogHele 6paTbs U cecTpbl cTpajarT BA, BEpOATHOCTb pasBuUTUS Y Bac AaHHOro
3abonesaHunsa ysenuymsaetca B 2-3 pasa (PMID 8596319, PMID 9075467).

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKNE XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHusAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWIA TECT MOXET UCMOMb30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsX U He

[0/MKEH NCNOMb30BAaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1M60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLUMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

Bones3Hb Anbureiimepa — Hanbonee pacnpocTpaHeHHas chopMa AEMEHLUN, HEN3MIEUNMOE AereHepaTBHOe 3aboeBaHme.
Kak npaBuio, oHa 06Hapy>XnBaeTcs y ntogeit ctaplle 65 NeT, HO CYLLECTBYET 1 paHHAs dpopma 60n1e3Hn Anbureiimepa —
peakoe 3abonesaHve. ObLLemMupoBas 3aboneBaeMocTb Ha 2006 rog coctasuia 26,6 MAH. Yenosek, a k 2050 rogy umicno
60/1bHbIX MOXET BbIPacTu BYETBEPO.

Y Kaxaoro yenoseka 60/1€3Hb NPOTEKAET NO-paszHOMY, HO NpW 3TOM HaboaaeTcs psag o6LmMx cMMNTOMOB. MepBble
3aMeTHble NPOosABAEHNSA 06bIYHO NO OLUMOKE CBA3bIBAKOT C NMPEKIOHHLIM BO3PacTOM UM 06BACHAIOT B/IMSHWEM CTpecca.
Haunbonee 4acTo Ha paHHUX CTaAusaX AUarHOCTUPYEeTCA pacCTPOMCTBO NamMATU. STOT CUMITOM MOXET NPOABIATLCS,
HanpumMep, HeCNOCOBHOCTLIO BCMOMHUTL HEAaBHO 3ayyeHHyo nHdpopmaumio. Npu obpalleHun K Bpady no nosogy
noao3peHns Ha 6one3Hb Anbureiimepa, 419 YTOYHEHUS AMarHo3a aHa/IM3npyoT NoBeAeHWe, MPOBOAAT CEPUI0 KOTHUTUBHbIX
TEeCTOB, eC/I BO3MOXHO, NPOBOAAT MarHMTHO-pe30HaHCHY Tomorpadgusa (MPT). C pa3sutriem 60/1e3HM NoAB/AKTCA

TakvMe CUMMTOMbI KaK CNyTaHHOCTb, pa3fpaXnTe/IbHOCTb U arpecCMBHOCTb, KONebaHns HaCTPoeHUs!, HapyLlaeTcs
CNOCOBHOCTL FOBOPUTL U 3anoMuHaTh CkasaHHoe (adpasmns), MponcxXoamT NoTeps AONrOBPEMEHHON NamsAaTh n obLiee
camoyCTpaHeHne 60/bLHOro OT AieN N0 Mepe 3aTyxaHus Co3HaHus. ocTeneHHas noTepst OyHKLMIA opraHu3Ma BeeT

K CMepTu. VIHAMBMAYa bHbIA NPOrHO3 3aTPYAHEH M3-3a Bapuauuii TedeHuss 601e3HN, KOTopas MOXET pa3BMBaTbCs Ha
NPOTSHXKEHUMN OINTENBHOMO BPEMEHU Npexae, YeM CTaHyT 3aMeTHbI CUMMNTOMbI, U ByAeT noctas/ieH anarHo3. CpeaHsas
NPOAO/IKNTENBLHOCTb XU3HU NOC/e YCTAHOB/IEHNS AMarHo3a coCTaBsaeT OKO/I0 CEMU N1ET, MEHee TpeX NPOLEHTOB 60/1bHbIX
XMBYT 60s1ee yeTbipHagUaTu feT.

B HacTofILLee BpeMsl He AOCTUIHYTO MOJIHOrO MOHUMaHUS NPUYMH 1 xofa 6one3Hn AnblreliMepa. ViccnefoBaHusi roBopaT 06
accoumnaumm 60/1e3HM C HaKoMIeHNEM BASLIEK N HEAPOMOPUNASPHBLIX KNYOKOB B TKaHSAX MO3ra.

Cnepaytowme aktopbl MOTyT YBENUUYNTL PUCK PA3BUTUA 3a60/1eBaHUSA:

. Moxwunoli BO3pacT — pUCK pa3BUTKSA 3a601eBaHNs YBEIMUMBAETCS C BO3PACTOM.

. CeMeiiHblil aHamHe3 — ec/in YsieHbl Bawei cembn 60netoT unm 6onenm BA, To Ball puck pa3Butusa 3abonesBaHuns
yBeNMunBaeTcs.

. leHeTMYeckune hakTopbl — Hacef0oBaHNe onpeaeneHHbIX FeHOB YBEMUNBAET PUCK Pa3BuUTUS 3aboneBaHus.

CoBpeMeHHble MeTOAbl Tepanuu NNLLIb HECKO/IbKO CMSIrYatoT CMMMTOMbI, HO NMOKa He NMO3BOAST HY 3aMef/IMTb, HU
OCTaHOBMWTb pa3BUTUE 3a60/1e€BaHUS.

Kak ons npegynpexaeHus, Tak n ans 60pbbbl C 60/1€3HBbI0 YaCTO PEKOMEHAYIOT 3aHUMATLCS PU3NUYECKMN YIPEKHEHUSIMNA,
CTUMY/NIMPOBATb MbILIEHME N NPUAEPXKNBATLCSA COaNaHCMPOBAHHON ANETbI, BKOUAOLLYIO Pbiby, OIMBKOBOE Mac/o,
60/1bLLOE KO/IMYECTBO OBOLLEN.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

BokoBOW aMNoTpohnUecKnini CKnepos

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
3alimuTecb nsyuute rnyGxe nonynaumm:
npodmnakTukoii 0.3/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
DPP6 rs10260404 Li/LL 1.60 LL 44% OTHOCUTESIbHO 18084291

Onpegenexne aTnX TEPMUHOB HAXOAUTCA B INOCCAPUN B KOHLIE OKYMEHTa

UTo MHe cnepyeT NpeAnpuHATL?

BaLu reHeTnyecknii npodnib AeMOHCTPUPYET, YTO Bbl B HEKOTOPOi CTeNeHn 6onee NpeapacnofiokeHbl K pa3BuTuo
BAC. O6cyaunTe Ball reHeTUyYeCckuin Npogunsb, IMYHYIO U CeMEeRHY0 UCTOPUIO 3a60/1eBaHUii CO CBOMM BpavyoM. YUeHble
NPOLOHKAIOT N3yyaTb BO3MOXHbIE HEreHETUYECKNE NPUUUHBI pa3BuTrs BAC. B HacTosLLee BpeMS Bbl MOXETE TOSIbKO
noagdepxvearb 300P0BbI 06pa3 XWU3HW, NPABWILHO NUTATLCA Y BbINOHATL (HU3NYECKNE YNPaXKHEHUS.

FeHeTUUeECKUii 0630p

B 60nbLUMHCTBE CrlyvaeB 60K0BOI ammoTpodinyeckuin cknepos (BAC) BO3HUKAET Y MHOAEN, HE UMEOLMUX CEMEHON NCTOpUM
60ne3Hu (cnopagnyecknin BAC nnn CBAC). OgHako npuMmepHo Yy 10% 60/bHbIX ¢ BAC B ceMbe OKa3blBaeTCA XOTSA 6bl O4MH
POACTBEHHNK C TaknM e 3aboneaHnem (HacneactTBeHHblli BAC nnm HBAC). KnuHnyeckue nposieneHnss CBAC n HBAC
O4YeHb CX0A4HbI. BbblNo naeHTUdPUUMPOBaHO, Kak MMHUMYM, 6 TeHOB, accounnpoBaHHbiXx ¢ HBAC. MonbITkn onpeaenntb
OCHOBHble reHeTnyeckme npuumHsel CBAC 6bI/1M MeHee ycnewHbiMn. bonee 38 reHOB-KaHAMAATOB 6bl/10 N3YyYeHO, Kak
MWHUMYM, B 76 UccnefoBaHUAX, HO NOyYEeHHble pe3ynbTarthl He NO3BOMANY cAenaTb onpefesieHHbIX BbIBOAOB, U He
BOCNPOM3BOANINCH. PaclLUMpPeHHbIe UCCNeA0BaHUs reHoMa BbISIBUIM TPY FreHa ¢ BO3MOXHOW accoumnaumen ¢ CBAC. K
COXasieHW0, BOCMPON3BECTM 3TN pesy/ibTaThl TOXE OKa3asioCb CMI0XHO. Mbl npeacTasnsem oauH reH, DPP6, KoTopblii
paccMaTprBaeTCcs Kak BO3MOXHbIV KaHAMAAT, acCoLMMPOBaHHbIi ¢ pa3sutmem CBAC, Tak Kak NonoXuTesbHbIA OTBET NO
3TOMY reHy 6bl/1 NolyYeH 1 BO BTOPOM nccnegosaHun (PMID 18057069), Aaxe HECMOTPS Ha nepekpbiBaHne AaHHbIX C
nepsbim aHanmsom (PMID 18084291).

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa fabopatopHoii cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHbli AnarHoCTUYECKWA TeCT MOXET UCMOb30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HWKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXXMUTECH C HaLLUMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

BokoBoii amnoTpodimueckuii cknepos (BAC) — (Takxe n3BeCTeH Kak 60/1e3Hb MOTOPHbIX HEliPOHOB, 60/1e3Hb

LLlapko, amunoTpodnyeckuii natepasibHblii CKNEpo3, B aHI1053bIYHbIX CTPaHax — 6one3Hb Jly Mepura) — mMea/ieHHo
nporpeccupytoLlee, Hensneymmoe ereHepaTmBHoe 3aboneBaHne LeHTPasIbHOM HEPBHOM CUCTEMBI, NPU KOTOPOM NOpaxeHue
[ABUraTenbHbIX HEMPOHOB CMMHHOIO MO3ra, CTBO/1A M KOPbI FOIOBHOMO MO3ra CONpOBOXAAETCA napaimyamm n atpodmeri
MbILLL,. Ha TepMuHanbHON ctaguy passutus 3abonesaHus - 60/1bHbIE YMUPAIOT OT OTKa3a AblXaTe/lbHOM MyCKy1aTypsbl.
ExerogHo, 1-2 yenoseka 13 100000 3a6onesatot BAC. Kak npasuio, 6051e3Hb BO3HUKaeT B Bo3pacTe oT 40 o 60 ner.

OT1 5 g0 10 % 3a6001€eBLUNX ABNSAKTCA HOCUTENAMWU HAC/IeACTBEHHON (DOPMbI GOKOBOrO aMMOTPOGINYECKOrO CKilepo3a
(HBAC). EgnHnyHbIe MyTaLmmn, accoummpoBaHHble ¢ pa3suteM HBAC, 6bi1v BbisiBNEHbI, KAK MUHUMYM, B LUECTU reHax. Tun
HacnefoBaHys, Kak NpaBuio, OKasbiBAETCH ayTOCOMHO-A0OMUHAHTHbLIM - 3TO 03HAYaeT, YTO TOMbKO OAHA KOMUS MyTaHTHOro
reHa Tpebyetca Ansa pa3suTua 3abonesaHus. OfHako, 419 HEKOTOPbIX FEHOB ¥ anseneli Takke XxapakTepeH 1 ayToCOMHO-
peLecCcrBHbIV TUM HacNe0BaHNs, KOraa A1 NposiBieHns 60ne3Hn TpebyeTcs ABe KONMMU MYTaHTHOTO reHa. Y niogen —
HocuTenei mytaumm BAC puck NposiBNeHNs NaTonorMm yBenmunBaeTcs ¢ Bo3pacTtoM. ABGCONOTHOE 60/bLUMHCTBO CrlyyYaeB
He CBsi3aHbl C Hac/1eCTBEHHOCTLIO U HE MOTYT ObITb MOIOXUTENbHO 06 BACHEHBI KaKUMU-N1M6G0 BHELLIHUMK dhakTopamMm
(nepeHecéHHbIMK 3a60neBaHUAMN, TpaBMamu, aKonorueli n T. n.).

PaHHVe cumnToMbl 60N1Ee3HN: NOAEPTUBAHUSA, CYA0POrK, OHEMEHME MbILL, C/1ab0CTb B KOHEYHOCTAX, 3aTpyAHEHMEe peun —
TakXe CBONCTBEHHbI MHOrMM 60nee pacnpocTpaHéHHbIM 3ab6o1eBaHuAM. MoaToMy gnarHocTrka BAC 3aTpygHeHa [0 Tex
nop, noka 6one3Hb He pa3BMBaeTCS A0 CTaAMN MbILLeYHOl aTpodmu. B 3aBUCMMOCTU OT TOrO, Kakmne 4acTh Tena NopaxeHbl B
nepBylo o4epeapb, Pasnnyator:

. BAC KoHeyHocTe (fo Tpéx ueTBepTeli 60/bHbIX) HaUMHAETCS, Kak MpaBusio, C MOPaKEHNS OQHON NN 06enx Hor.

. Bynbb6apHblii BAC nposiBAseTcs B 3aTpyAHEHNW peun (60NbHON rOBOPUT «B HOC», FTHYCaBWT, M10X0 ynpasnseT
FPOMKOCTbLIO peuu, B Aa/IbHEWLIEM UCMbITLIBAET TPYAHOCTM C [/TIOTAHUEM).

Bo Bcex cnyyasx, MbllleyHast cnabocTb MOCTENEHHO OXBaTbIBAET BCE 6O/bLIe YacTen Tena.

PaHo nnv no3gHo, 60/1bHON TepsieT CNOCO6HOCTL CaMOCTOATENLHO NepeaBuraTbCcs. bonesHb He BAUSET HA YMCTBEHHbIE

CNOCOGHOCTW, HO NPUBOAMT K TSHKENOW Aenpeccun. Ha no3gHnx stanax 60/1e3Hn nopaxaeTcs AblxaTebHas Myckynatypa,

60/1bHbIE UCMbITLIBAIOT TPYAHOCTY NPU AbIXaHUK, PaHO UM NO34HO UX XN3Hb MOXET NOAAEPXKMNBATLCS TO/IbKO UCKYCCTBEHHOWA

BEHTUAALUMEN NETKUX N NCKYCCTBEHHBLIM NUTaHMeM. OB6bIYHO C MOMEHTA BbISIBMIEHMSA NepPBbIX NpusHakoB BAC fo cmepTu

NpOXoAuT OT Nosyrofa A0 HeCKObKMX feT. OAHaKO LUMPOKO U3BECTHbIV acTpodn3nk CTnBeH XOkuHr (pog. B 1942) un

rutapucT xeiicoH bekep (pog. 1969) — eauHCTBEHHbIE N3BECTHbIE 6OJIbHbIE C OAHO3HAYHO AMArHOCTUPOBaHHbIM BAC, y

KOTOpPbIX COCTOSIHWE CO BpEMEHEM CTabuIN3NPOBaOCh.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

BpoHXuasibHaa acTma

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
3alimuTecb nsyuute rnyGxe nonynaumm:
npodmnakTukoii 11.2/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,vu/l4 MapKep5
ORMDL3 rs7216389 TT 2.25 T 49% noATBepXaeHo 18395550
ILIRL1 rs1420101 rr 1.00 A 35% OTHOCUTENLHO 19198610

OnpefeneHne aTuX TEPMUHOB HAXOAWUTCS B [/10CCAPUM B KOHLIE JOKYMEHTA

UTo MHe cnepyeT NpeAnpuUHATL?

Mbl pekomeHAyeM BaM NnocTapaTbCs NonyynTb 60/bLlUe UHGOPMAaL MK O BPOHXMaNLHOW acTMe. PekoMeHayeTcs 06CyanTb
CBOK rEHETUKY, COCTOSIHUE 3[10POBbSI U CEMEIHYI0 UCTOPUIO C BPAYOM, YTOObI ONpeaenuTb, He HY)XHO /M BaMm nogobpatb
nporpaMmMy CKpUHWHIa 1 NPonNakTuky 601e3HN.

FeHeTM4YecKu o630p

M3BECTHO, YTO BpPOHXUaIbHas acTMa — 310 ceMeiiHoe 3aboneBaHve, 4To ObI10 NOATBEPXKAEHO B UCCIEA0BaHNAX C yHacTUeM
6nn3HeloB. B uccnegosaHumn B 1995 rogy 6b1710 NOKa3aHo, YTO NPU Ha/IMYMK BPOHXMasIbHON acTMbl Y NEPBOro pebeHka,

TO Xe 3aboneBaHve guarHoctuposasioch y 60 13 100 ogHoslLeBbIX 61M3HeL0B 1y 24 13 100 pasHosiuesbix (PMID
7574852). Ha octpoBe TpucTaH ga KyHxa Ha tore AT1aHTUYeCKOro okeaHa 60/1ee NosIoBMHbI MECTHbIX XXUTENe nmerT

Te UM UHble POPMbI BPOHXMasIbHOM acTMbl. PakTOPOB OKPYXaloLei cpefbl, XapakTepHbIX TOSIbKO A/15 3TOr0 OCTPOBa,
KOTOpble 6bl 0GBACHWIN CTO/b LUMPOKOE pacnpocTpaHeHne 6POHXNaTbHOI acTMbI, BbISIBAEHO He 6bi/10. O6bSICHEHNE
3a/10KeHO B TOM (pakTe, UTO BCE HaceneHne 0CTpoBa NPOU3O0LL/IO OT NEPBbIX HECKONBbKUX AKXKUH NoceneHueB (ocHoBaTenei
nonynaumun). BHyTpn CTO/Mb HE6O/LLLOMO pa3HOo6pa3nsa reHeTMYeCcKoro mareprasna npegpacnosaratoLme K passutuio
6POHXMaNbLHOW acTMbl reHeTUdYeckue hakTopbl, HOCUTENSAMU KOTOPbIX ObI/IM HECKOSIBKO U3 OCHOBAaTesel, nepefaBasivch
MHOrMM NpeacTaBuTeNsM nocneayoLmx nokonexuii (PMID 8665053).

BO3MOXHO CylLLleCTBOBaHUE O6LLMX FTEHETUYECKNX CBA3EN Mexay OPOHXMaNbHOW acTMON 1 POACTBEHHLIMU €/ COCTOSHMSMM,
TaKMMK KakK anneprum, ceHHas nmxopagka n XpoHndyeckme o6CTpyKTMBHbIE 3abonieBaHns nerkux (XO3/1). OgHako ans atux
COCTOSIHUIA HEe BbISI0 BbISIBMIEHO YHUBEPCABHOIO reHeTUYEeCcKoro chakTopa.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa fabopaTtopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMOb30BaTbCS UCK/THOUNTENBHO B KNIMHUYECKMX LIeNsx U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1mb0 BOMPOCHI N0 AaHHOMY OTYETY, CBSXXMUTECH C HaLLMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

BpoHxuanbHaA acTMa — XpPOHUYECKOe BocnasnnTenbHoe 3aboieBaHne AbixatesibHbix nyTeii. KnoyeBbiM 3BEHOM SBASETCA
B6poHXManbHas 06CTpyKUMA (Cy>XeHne npoceeTa BPOHXOB), 06yCNOBEHHAs cneundnyeckKumMmm NMMyHOTOTMYECKUMMN
(ceHcnbUnM3aums n anneprrsa) UNn HecneundryeckMmMmn mexaHnsmamm. NposenseTca 6poHxnanbHas actMa
MOBTOPSAIOLLMMUCA 3NU304aMUN CBUCTALLMX XPUMOB, OAbILLIKN, YyBCTBA 3aU10)KEHHOCTU B rPyAM 1 Kawwia. PacnpocTpaHéHHOCTb
B Mupe cocTasnsieT oT 4 4o 10 %. Mpo3HOe OCNOXHEHMe 3ab60/1eBaHUSA — acTMaTUYeCKUin cTaTyc.

B Poccum pacnpocTpaHEHHOCTb Cpeay B3pOC/I0ro HaceneHns Konebnetcsa ot 2,2 Ao 5---7 %, a B A4eTCKON nonynsauun sTot

nokasatenb coctasnseT okono 10 %. 3aboneBaHne MOXET BO3HUKHYTb B JIIO60M Bo3pacTe. [TpMMepHO Yy NOMOBUHbI 60/1bHbIX

6poHxManbHasa acTMa passuaetca A0 10 nert, eweé y Tpetn — go 40 net. Cpeau aeTeid, 60/1bHbIX 6POHXNasIbHO acTMOIA,

MasIbYMKOB B ABa pa3a 6onblue, yem gesoyek. K 30 rogam COOTHOLLEHME MOMN0B BblpaBHUBAETCS.

CyLiecTByeT Lenblii psg (hakTopoB pucka, CNoCO6CTBYHOLLMX BOSHUKHOBEHUIO U Pa3BUTUI0 BPOHXMA/IbHON acTMbl.

. HacneacTtBeHHOCTb. MeHeTMYeckomy hakTopy yaenseTcsa 60blioe BHUMaHme. OnucaHbl Ciydan KOHKOpAAHTHOCTMH,
TO eCTb Korga 06a 13 roMo3nroTHbIX 6/1M3HEL0B 60/1en GPOHXMANBHON acTMO. YacTo B KNIMHUYECKOW NPaKTUKe
BCTpeYatoTCA c/yvam acTMbl y AeTel, MaTtepu KOTOpbIX 60/1bHbI aCTMOW; WM NMEDTCS ciyyYan 3aboneBaHns B
HECKO/TbKNX NMOKOJSIEHMSIX OAHOW 1 TOW e ceMbu. B pesynbraTte K/IMHMKO-reHea10rmyeckoro aHasimsa 06HapyeHo, YTo
y 1/3 60/bHbIX 3a60/1€BaHME HOCUT HAC/IeACTBEHHbIV xapakTep. CyllecTByeT TEPMUH «aTonnyeckas 6poHxnaibHas
acTMa» — asinepruyeckas (3k3oreHHas) 6poHxmanbHas actMa, MMetoLLas HacneACTBEHHBIN xapakTep. B atom
cnyyae, Npy HaIMUYMKM acTMbl Y OAHOTO M3 poguTeneli, BEPOSTHOCTbL ee pa3BuTns y pebeHka coctasnset 20-30 %, a
ec/im 60/1bHbI 06a poauTens, ata BeposATHOCTb AocTuraer 75 %.

. MpocheccroHasibHbIe haKTOpPbI.
. Jkonoruyeckme pakTopbl.

. MuTtaHne. Nccnegosarns Bo dpaHuunn, Mekcuke, Unnn, BennkobputaHum, Ntanum no BANSHUIO XapakTepa nuTaHns
Ha TeyeHune 3a60/1eBaHNA NokKasasiv, 4YTo MLa, ynoTpeobnaLLme NpoayKTbl PacTUTENIbHOIO NPOUCXOXAEHWSA, boraTble
BUTAMMHAMMU, KNIETYATKOM, aHTUOKCUMAAHTaMU, UMEIOT He3HAUYNTENTbHY0 TEHAEHUMIO K 6onee 61aronpusiTHOMy
TeYeHMo BPOHXMANIbHON acTMbl, B TO BPEMS Kak ynoTpebneHne npoayKkToB XMBOTHOMO NPOUCXOXAEHNS, BoraTbiX
Xupamu, 6enkamu 1 papuH1MPoOBaHHLIMU N1IErKOYCBOSIEMbIMU YINIEBOAAMU, CBA3AHO C THXKENBIM TEYEHUEM
3a60neBaHUA 1 YacTbIMU 060CTPEHUAMMN.

. Tpurrepbl. Tpurrepamu, To ecTb hakTopami, Bbi3bIBaOLWMMU NMPUCTYIbI YAYLbLSA U 060CTPEHNS] 3a60/1€BaHMS
ABNAOTCA anfiepreHbl 18 3K30reHHON 6POHXMAsbHO acTMbl M HECTEPOUAHbIE NPOTUBOBOCNA/IMTE/bHbIE NpenapaTthl
(HMBM) onst acnMpUHOBOI 6POHXMABHON acTMbI, & TakkKe X010, pe3kue 3anaxu, manyeckoe HanpskeHue,
XUMUYECKUE areHThl.

. AnnepreHbl. BONbLWMHCTBO a/llepreHoB cofepXaTtcsi B Bo3ayxe. JTO MblfibLa PacTeHiA, MUKPOCKONUYecKne rpubhl,
[IOMalLLHAS U 6UGMOTEYHAs Mbl/b, AOMALLHME KNELLM, LepCTb coGak 1 KoLeK 1 ap.

. HecTepougHbie NpoTMBOBOCNAINTE/bHBLIE NPenapatbl. Y HEKOTOPbIX 60/1bHbIX Npuém HIMBI Bbi3biBaET yayLIbe.
Ecnn HenepeHOCUMMOCTb acnMpuHa coveTaeTcs ¢ peumavBupyroLWMn CUHyCUTaMm 1 NoIMMO30M HOCa, TO TOBOPAT
06 acTmaTtunyeckoli Tpuage. Y aTux 60nbHbIX BOSMOXHO NOSIB/IEHME KpanuBHULLbI, 0TEKa KBUHKE, NMLLEBON
HernepeHoCUMOoCTH.

B Lenom 3a6onesaHne ABNSETCA XPOHUYECKUM U MEL/IEHHO NPOrPeCcCUpyoLLMM, aeKBaTHOE NeyeHe MOXET NOTHOCTbI0

YCTPaHATb CUMMNTOMbI, HO HE B/IMSAIET Ha NPUYMHY UX BO3HUKHOBEHWA. MNMPOrHo3 418 XU3HW U TPYL0CNOCOBHOCTH Npu

afiekBaTHOI Tepanuu ycnoBHO 61aronpuaTHbINA. Mepuoabl peMuccumn MoryT NpoAo/IKaTbCs B TEHEHNE HECKOMbKUX ET.
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MepuaTenbHas apuTmus

leHeTvKa:
usyuuTe rnyoxe

O6pa3 XN3HK:
3aiimutecb
npodunakTukom

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

Puck B gaHHoi

nonynauun:
25/100

3ab6oneloT AaHHo
natosiormeli B Te4eHun

CBOE XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IEeAYIOLLE, ykasaHHOI Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,vu/l4 MapKep5
PITX2 rs2200733 Li/LL 1.00 T 12% noATeepxaeHo 17603472

Onpegenexne aTnX TEPMUHOB HAXOAUTCA B INOCCAPUN B KOHLIE OKYMEHTa

UTo MHe cnepyeT NpeAnpuHATL?
Ball reHeTnyeckmit npodhn/ib TUNMYEH AN NOMYAUMK C TOUYKN 3PEHNS NPeapPacnosioKEHHOCTN K MepLaTeNlbHON apuTMmm.

370 He 03HAYAET, YTO Bbl 3a60/eeTe. M3yunTte noapobHee 310 3a60neBaHne 1 06eyauTe Ballly ceMeiiHyio NCTopuIo

3a60/1eBaHUiA 1 06pa3 XMU3HN C BPAYOM.

FeHeTUUECKUW 0630p
B npoBeAeHHbIX HelaBHO MUCCefoBaHMsAX Obl10 NOKa3aHo, YTO NPUYMHON BO3HWKHOBEHMS MepLaTenbHoi aputmum (MA)
MOTYT 6bITb U reHeTndeckne dpaktopbl (PMID 16428254, PMID 15199036, PMID 16133178). /IOHHbIe KaHaslbl KNETOYHOA
0060104KN KOHTPONMPYIOT FPafUEHT HamnpsXXeHWUs BHYTPY KNeTKN. A akTuBauusa 1 Ae3akTBaLus NOHHbIX KaHaNoB perynvmpyet
3M1eKTpUYECKe NMNY/bChI, 3a4atoLime cepaeyHblii pyuTM. MyTaLum reHoB, OTBETCTBEHHbIX 3a paboTy MOHHbLIX KaHas10B GbIsn
accouumpoBsaHsbl ¢ passutnem MA. Cpefan Hux — kanmesble kaHanbl (KCNQ1, KCNEZ2, Kir2.1, Kv1l.5, KCNH2) n HatpueBble
kaHasbl (Hanpumep, SCN5A) (PMID 18929244). 3Tnmn myTauusmm o6ycnos/ieHa Nuwb Hebosblias yacTb cnydaes MA
(PMID 16887036, PMID 18634977). Mbl npoBoAMM aHasnin3 Ha 1 annesb, C KOTOPO acCcoLMUPOBaHO yBeMYeHne pucka
pa3BuUTMSA MepLaTesbHOW apuTMum.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MMpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TECT MOXET UCMOb30BaTbCS UCK/THOUNTENBHO B KNIMHUYECKUX LIeNsx U He
[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1M60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLMMK
KOHCynbTaHTaMu no TenedoHy 8-800-444-36-39 1m ¢ NOMOLLbI0 MHTEPHET caiiTa www.genex.ru.
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4045 Sorrento Valley Blvd., San Diego, CA 92121

3aseaytowuii naboparopueii: Joktop James R. Nickel, MD Homep CLIA: 05D1092505

Bepcus: 1.0
CrpaHuua # 15



OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

MepuartenbHas aputMua (N uopuUNIALNS Npeacepamnin) — oAHO U3 caMbiX YacTbIX HapyLleHWin puTma. C Heil XuByT
oKoso 5% ntogeit ctaplue 60 net. B Hopme y YenoBeka Yepes paBHble NPOMEXYTKM BPEMEHM CHavYasla CoKpallaloTcs
npeacepamns, NOTOM Xenynodkn (pasHble oTaensl cepaua). Korga ncyesatoT NosiHOLEHHbIE COKpalleHus npeacepanii, n nx
MblLLEYHbIE BO/TOKHA NNLLb GECMOPSA0YHO NoAEPruBatoTCs - "MepLatoT”, roBOpAT 0 MepUaTeIbHON apuTMumn. XKenyaouku
npu 3TOM COKpaLLalTCsa B CBOEM Temne, npuyemM 60s1ee 4acTo U COBEPLLUEHHO HEPUTMUYHO. MpUYMHOI MepLaTesibHO
apuTMUn MoryT 6bITb NpakTUyYeckn Nbble cepagevHococyamncTble 3aboneBaHmnsa: nemumyeckas 6one3Hb cepaua, B

TOM ymncrie NepeHeceHHbI MHpapKT Mruokapaa, NPUOBPETEHHbIE N BPOXAEHHbLIE NOPOKY, «TMNEePTOHMYECKOE cepaLe».

Ewé ogHa npnyrHa — nosbllleHne hyHKLMN LUTOBUAHON Xenesbl (TMPeOTOKCUKO3). V136bITOK TUPOKCMHA — OCHOBHOTO
ropMoHa LLIMTOBUAHOM Xene3bl MOXET NPOBOLMPOBaTh yyallleHne nynbea, HapyLweHns puTtMa, NoBblleHe apTepuanibHOro
AasneHus. Moatomy noasam, 0CoO6eHHO MOIOAbIM, Y KOTOPbIX BAPYT BO3HMKNA MepuaTtesibHas apuTmus, 06a3aTesibHO
HY>XHO, MOMMMO BCEro MpoYero, uccnefoBartb OyHKLMIO LWMTOBUAHOM Xenesbl. "3amepuars” MoryT 1 l06UTENN YacTbIX
BO3/MAHWIA (as1KorosibHoe nopaxeHue cepaua). Mpasaa, y Takmx 60/1bHbIX, €CNN OHU 6epyTcs 3a YM 1 nepecTaroT NuTb,
MPOrHo3 xopowwii: paboTa cepaua, HackosbKo BO3MOXHO, BoccTaHaBnmBaeTcsi. OCHOBHas npobema npy mepuaresnbHol
apuvTMMKU COCTOMT B TOM, YTO KOra HeT MNOMIHOLEHHON CUCTONbI (COKpaLLeHns) Npeacepamnii, KposoobpalleHre HapyLlaeTcs:
KpOBb MAET N0 COCyAam HEPOBHO, HENMHEHO. Ecnu rae-To KpoBb 3acTamMBaeTcsi, 06pasyeTcst CrycTok (Tpom6b). OH MOXET
0TOpBaTbCH OT CTEHKM cocyaa 1 "yneTeTb" BMeCcTe C TOKOM KPOBU — 3TO SIB/IEHWE Ha3biBaeTcsA amb0us. Ecniv Tpomo
nonageT B COCyApbl MO3ra, Toraa pasoBbETCA MHCY/LT. TPOMObI MOTYT TaKke 3aKynopusaTb COCY/bl CaMOro cepaua, noyex,
ceneseHku, Hor. UTo6bl 3TOr0 He CYUYUI0Ch YeNoBeK, UMELLNA NOCTOSHHYI0 hopMy MepLaTesibHON apuTMmnm, 06a3aTesibHO
[O/MKEH NPUHUMATL NpenapaTtsl 419 pa3XmKeHNa KpoBKW, KOTOPbIE NPENATCTBYIOT 06pa3oBaHnio TPOMGOB.
MpepoTBpalweHne

CneumnanbHON AneTbl ANs 60/MbHbIX C MepuaTenpHol aputMueli HeT. Kak npasuio, nobble cepefyHo-cocyancTble
3a60/1eBaHNs COYETaKOTCA C NOBbILLIEHNEM YPOBHS X0NeCcTepuHa, No3TOMY HaZlo OrpaHNyMBaTL XXUBOTHbIE XUpbl. Ecnny
BaC K TOMY )€ MOBbILLEHHOE AaBfIeHne, yMeHbLUMTEe NoTpebieHne conn. KoHTponupyiiTe ypoBeHb XonecTeprHa 1 BbICOKOro
apTepuasibHOro AasneHusi. He 310ynotTpe6naiTe asikorosbHbIMU HaNMUTKaMU.

© 2011 Genex. Bce npaBa 3aLuLLeHbl. 3aseaytowuii naboparopueii: Joktop James R. Nickel, MD Homep CLIA: 05D1092505 Bepcus: 1.0
4045 Sorrento Valley Blvd., San Diego, CA 92121 CrtpaHuua # 16



OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

by VHhopmauusa npegocTtasneHa: Genex
KonopeKktanbHbIN pak bopvauAn nbes
leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
3alimuTecb 3aiimutecb nonynaumm:
npodmnakTukoii npodunakTukom 5.2/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5

BMP4 rs4444235 TT 1.28 T 56% noATBepXxaeHo 19011631
CDH1 rs9929218 rr 1.00 A 28% noAaTBepXaeHo 19011631
CRAC1 rs4779584 T/L, 1.23 T 17% noATBepXaeHo 18084292
EIF3H rs16892766 AIA 1.00 LL 11% noATBepXaeHo 18372905
Intergenic_10p14 rs10795668 AIl 0.87 A 32% noATBepXaeHo 18372905
Intergenic_20p12 rs961253 AIA 1.24 A 40% noATBepXaeHo 19011631
Intergenic_8qg24, rs6983267 TIr 1.27 r 49% noATBepXaeHo 17618284
region3

LOC120376 rs3802842 A/A 1.00 Ll 23% noaTBepXaeHo 18753146
RHPN2 rs10411210 L/, 1.00 T 8% noATBepXaeHo 19011631
SMAD7 rs4939827 TIT 1.44 T 47% noATBepXaeHo 18372901

Onpepenexune aTNX TEPMUHOB HAXOAMTCS B [/10CCAPUM B KOHLIE [JOKyMeHTa

UTo MHe cnepyeT NpeAnpuUHATL?

AHann3 Ballero reHoTMNa ykasbiBaeT Ha HECKO/IbKO YBETMYEHHYIO NPeApacnosioXeHHOCTb K KONTOPEKTA/IbHOMY paky.

OT0 He 03HavaeT, YTo Bbl 3a60/1eeTe Un He 3ab0eeTe KOIOpeKTasIbHbIM pakoM. ObcyauTe Bally reHeTUKY, CEMENHYH

N NINYHYIO CTOPUI0 60ME3HU C BalLUM BpayoM, YTOObI ONpeaennTb, He CeayeT NI Bam MPOATM CKPUHUHT U Nporpammy
npegoTBpalleHns 3aboneBaHuns. Mo3aboTsTeCh 0 BbIGOpe 06pasa XM3HW, KOTOPbIA CMOXET NOB/IMATL HA PUCK 3a6oneBaHus
KO/TOpPEeKTasIbHbIM pakom. dr3nyeckas akTMBHOCTb, MPEKpaLLeHe KypeHns 1 NoagaepXaHme 340poBOro Beca tenia MoryT
CHM3UTb PUCK pa3BUTKS Y Bac 3Toro 3abonesanns (PMID 19107428).
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

FeHeTUUYECKUW 0530p

Mo pesynsTatam uccnefoBaHnii 611M3HeLOB, BKNa reHETUYECKOW COCTaBALWENR B pa3BUTNE KONMOPEKTA/IbHOTO

paka oueHeH B 35% (PMID 10891514). bbI/10 nokasaHo, YTO MyTauuu B reHaxX BbICOKOl NeHeTPaHTHOCTW NPUBOAAT K
HacneACTBEHHbIM CUHAPOMAaM KOIOPEKTA/IbHOIO paka, TakUM Kak CEMEeHbIi afeHOMAaTO3HbIA NOWMMNO3 TOSICTOM KMLLIKM
N cMHAPOM JIMHYa (ero Takke Ha3blBalOT HAC/NeACTBEHHLIM HEMOMNO3HbIM KOIOpekTanbHbIM pakoM) (PMID 16596323).
OpfHako faHHble MyTauun BbICOKOrO pUcKa COCTaB/IAT b 5% BCeX CiyyaeB KO/T0peKTasibHOro paka. MMnotetnyecku,
OCTaBLLASACA YacCTb reHETUYECKOro prcka OTHOCUTCS Ha CYET pacnpocTpaHeHHbIX annenein BOCNPUUMUYMBOCTU C HU3KUM
PUCKOM, KaXaas 13 KOTOPbIX BHOCUT HEBO/bLLYIO [0S0 pUCKa.

Mo konopekTanbHOMY paky Mbl TecTupyem 10 anneneii BOCIPUMMYMBOCTM C HU3KUM PUCKOM.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAeEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MMpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa labopaTtopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoAaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMOb30BaThCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsX U He

[0/MKEH NCNOMb30BaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIM kakue-1mb0 BOMPOCHI N0 AaHHOMY OTUETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMu Mo TenedoHy 8-800-444-36-39 1im ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

KonopektanbHbIiA pak.

ToncTas KULKa — y4acTOK Xenyao4Ho-kuweyHoro Tpakta (XKKT) oT TepMUHaIbHOro oTAeNa NoAB3A0LLIHOM KALWKK A0

aHasIbHOro KaHana. JnvHa npsMoi KALWKK — NpUMepHO 12 cMm. Ee HWXHAS rpaHuua pacnonaraetcs B 30He JIOHHO-

NPSMOKULLIEYHOTO MbILLEYHOro Kosbla. Onyxonm aHasibHOro kaHana (ero g/sivHa 3-5 cm) paccmarpusarotcs oTaesbHO. X He

OTHOCHT K KONIOpeKTas/IbHOMY paky. Heo6xoAMMo 4eTKo NPeACcTaB/IATb rpaHuLbl MeXay oTAenaMu TONCTOW Kuwku. Capkoma,

nvmMmdoma, KapuuHOWbl TONCTON KULLKM 1 ONYXONW anneHAmKea B 3TO NOHATUE He BK/THOUEHbI.

B 2001 r. B Poccuu BbisiBUAM 10782 60/1bHbIX pakoM 060404HOM KULLKK 1 10275 60/1bHbIX pakoM NPSIMOW KULLIKK (BKOYas

aHasbHbIN pak). [Jo/s KONopeKTasIbHOTO paka B 06LLE CTPYKTYpe OHKONOrMYEeCKon 3a6o1eBaeMocTy cocTaBniseT 9,6% y

MYXUVH 1 11,4 % y xeHWwumH. Hanbonee BbICOKME NokasaTtesivn 3a601eBaeMoCTU PErMCTPUPYIOT B 9KOHOMUYECKU pa3BUTbIX

cTpaHax. Camble HU3Kue - B Adopuke n A3nm, 3a UCKIOYEHNEM ANOHUN, B KOTOPOI OHM HE OT/INYAOTCA OT €BPONECKUX.

Okono 85% cnyyaeB KO/TOPEKTa/IbHOro paka NprxoanTcs Ha Bo3pacT ctaplue 55 net. MakcumasibHas 3a6on1eBaeMocTb

— B Bo3pacTe 70 neT. B 2001 r. B Poccum OT KO/IopeKTaibHOro paka ymepnu 34975 60/bHbIX. B CTPyKType CMepTHOCTH OT

HOBOOOpAa30BaHWUiA - pak 3TOW /IoKa/M3auum 3aHMMaeT 3-e MecTo. B Lieniom 3Tv nokasaresnu ¢ KaxkabIM Fof0M MeHsII0TCS

mMano. OgHako 3a601eBaeMOCTb U CMEPTHOCTb PacTeT B KPYMHbIX ropogax, 0cobeHHo B Mockse 1 CaHkT-INeTepbypre.

HecmoTpsa Ha 6BUOTEXHUYECKNE UHHOBaLMM NOCNEAHUX NET, ANarHOCTUYECKYH0 annapartypy, HoBble Xumuonpenaparsl 1

METOAUKN NeYeHnsa 5-NeTHAS BbKMBaeMoCTb He npesbiwaeTt 40%

dakTopbl pucka:

. [Jveta. Bbicokoe cogepxaHve B paumyoHe Msaca U NMPoayKToB 60ratbiX XXMBOTHBIMU XUPaMmn YCKOPSAET POCT KULLIEYHbIX
6akTepuii, BbipabaTbiBaOLWLMX KaHLeporeHbl. 3TOT NPOLECC CTUMYIMPYIOT COMU XENMYHbIX KUCNOT. OTMEUYEHO peskoe
CHWXKeHWe cnyyaeB 3aboneBaHNa cpean BereTapmaHLes.

. Bbicoka yacToTa Ko/opeKkTa/ibHbIX KapLmMHOM cpean paboTHUKOB acbeCTHbIX NPOU3BOACTB, /IECOMUIOK
. KypeHne.
. leHeTnyeckne thakTopbl. BO3MOXHOCTL HAacneaCTBEHHON nepefayn 601e3HN foKas3bliBaeT HaMyme CeEMEeRHbIX

MOSIMMO3HbIX CUHAPOMOB, a Takke Bo3pacTaHue (B 3--5 pas) pucka pasBuTUSi KOMIOPEKTasIbHOI KapLMHOMbI cpeam
POACTBEHHVKOB NEPBOIA CTENEHN POACTBA 60/bHBIX C KAPLMHOMOI MM noamnamm

. Mpoune hakTopbl pucka: A3BEHHbIN KO/IMT, 0CO6EHHO NaHKONUT 1 3abosieBaHne AaBHOCTbLIO 6onee 10 net (puck 10%);
60ne3Hb KpoHa; pak, ageHoma TONCTOl KMLIKN B aHaMHe3e; CMHAPOM nonunosa: gnddysHblii CeMeHbIA NoaMnos,
OMHOYHbIE Y MHOXECTBEHHbIE NOMNMbI, BOPCMHYATLIE OMYXOMNN; pak BHYTPEHHX NMOMOBbIX OPraHoB 11U MOJIOYHOIA
)Xenesbl B aHAMHE3€e Y XEHLLVH; CUHAPOMbI CEMENHOro paka; MMyHOAe(ULNTHbIE COCTOSHMS.

CKPWHWHT B rpynnax noBbILLUEHHOrO puUcka npeacTasnigeTca onpasiaHHbiM. Okono 10% HaceneHna MMeeT reHeTUYEeCKyto

npespacno/iOKEHHOCTb K KONOpPeKTalbHOMY paky, a 1% - cTpagaeT Hac/neACTBEHHbIM KO/TOpPeKTalbHbIM PakoM (ayTOCOMHO-

[OMWHAHTHBIA TMN HacnefoBaHus): 1) aTo 3a6oneBaHne JA0/MKHO ObITb NOATBEPXKAEHO Y TPEX POACTBEHHUKOB, OAWH U3

KOTOPbIX SIB/IIETCS KPOBHBIM; 2) 3a60/1€BaHMe J0/HKHO ObITb 3apeErMcTpMpoBaHo B ABYX NOC/e0BaTeNbHbIX NOKOSIEHMSX; 3)

Onyxo/sib A0/MKHA NPOSIBUTLCS B BO3pacTe Mosoxe 50 neT; 4) nepBUYHas MHOXECTBEHHOCTb OMyX0/IM MOXET NPOABNSATLCS

Kak B Mpeaernax KULLKKX, Tak 1 B ApYrMx opraHax. B rpynne noBbILLEHHOrO pUcka KOSIOHOCKOMUS NnokasaHa kaxasle 3 roga ao

Bo3pacTta 75 ner.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

Nwemunueckasa 6onesHb cepaua

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
usyunte rnyéxe 3aiimutecb nonynaumm:
npodunakTukom 40/100

3ab6oneloT AaHHo
natosiormeli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IEeAYIOLLE, ykasaHHOI Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
HNF1A rs2259816 L/, 1.00 A 38% noATBepXaeHo 19198612
Intergenic_10q11 rs501120 TIT 1.23 T 83% noAaTBepXaeHo 19164808
Intergenic_1g41 rs3008621 Al 1.10 r 88% noATBepXaeHo 19164808
Intergenic_9p21 rs1333049 rr 1.00 LL 46% NoATBEPXAEHO 18362232
MRAS rs9818870 L/, 1.00 T 17% noATBepPXAeHO 19198612
MTHFD1L rs6922269 rmr 1.00 A 26% noATBepXaeHo 17554300
CDH13 rs8055236 TIC 191 r 81% OTHOCUTESIbHO 17554300
Intergenic_2936 rs2943634 ALl 1.22 Ll 65% OTHOCUTENbHO 17634449
Intergenic_5q21 rs383830 AIA 1.92 A 79% OTHOCUTESIbHO 17554300
Intergenic_8p22 rs17411031 L/r 0.86 r 27% OTHOCUTE/IbHO 17634449
SEZ6L rs688034 L/, 1.00 T 33% OTHOCUTENLHO 17554300
SMAD3 rs17228212 TIT 1.00 LL 34% OTHOCUTENLHO 17634449

Onpe,qeneHMe ITUX TEPMUHOB Haxo4WUTCA B I10CCapumn B KOHLE AOKYMEHTa

Uto MHe cneayeT npeanpuUHATL?
AHanun3 Ballero reHeTM4yeckoro Npoduns ykasblBaeT Ha TUMMYHYO NPeAPacnoOXEHHOCTb K ULLEMUYECKON 60ne3Hn cepala
(MBC). Y3HaliTe 60/bLLE O TOM, Kak 06pas XU3HW MOXET MOB/NATb HA BEPOATHOCTbL 3a60/1€BaHNS ULLEMUYECKOI 60/1E3HBIO
cepaua. Hanpumep, ecnu Bbl noxygeete, 6yaete peryispHo 3aHMMaTbCs (OU3NYECKUMU YNPaXKHEHUSIMM, CO6N0AaTb
3[,0POBYI0 ANETY, 3TO MOMOXET CHU3UTbL pUCK 3abonesaHns (PMID 12570328).
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

FeHeTUUYECKUW 0630p

BonesHb KOPOHapHbIX apTepuii (Takke M3BECTHAA Kak ullemMmyeckas 6one3Hb cepala) SBNseTcsa cepbE3HbIM NOCNeACTBUEM
arepocksieposa 1 npeacTaBnsieT coboi COXHOE reHeTUYecKoe paccTpoincTBo. CornacHo oueHKaMm, reHeTUYECKUn puck
arepock/iepo3a BKNYaeT BapuaHTbl COTEH reHOB. DTU FeHbl MMEeT pasHoobpasHble yHKUMM B 061aCTn perynsaumm
apTepuasibHOro fasneHusi, obMeHa NMNUAoB 1 X0NecTepuHa, NPOBOCNa/IMTENIBLHOTO NpoLecca, a Takke KNeTo4HoM
agresvu n murpaumm (PMID 15485348). [laHHble (hakTopbl pyUcKa MOryT AeACTBOBaTb aAAMTUBHO, Bbi3biBasi 60/1€3Hb.

Y HEeKOTOpbIX NauneHTOB NOSIB/IEHNE aTepock/iepo3a MOXET O6biTb OTHECEHO Ha CHET OTAE/bHbLIX OAHOTEHHbIX MyTaLuii,
Hanpumep, Npy cemeliHoi rmnepxonectTepmHeMun, KOTopas NPUBOAMT K CHUXEHWIO NONOLLEHUS NeYeHbIO MNONPOTENHOB
HM3KOW NAOTHOCTY (M/10XOr0 XO/IECTEPMHA) 1 MOBBILLEHMWIO UX YPOBHS B CbIBOPOTKE KPOBU. B pa3nnyHbIX Nonyasumsax
HacnefoBaHve aTepocknepo3a MMeeT BbICOKMIA YPOBEHb, YACTO NMPOrHO3VpyeTCs YpoBeHb cBbilwe 50% (PMID 15485348).
Takxe U3BECTHO, YTO PUCK AAHHOT0 3abosieBaHus y adhpoamepukaHLEeB Bbille, YEM Y €BPOMELEB, a Takke aMepriKaHLEeB
MEKCUKaAHCKOTro MPOUCXOXAEHWS, aMepUKaHCKNX MHAENLEeB, KOPEHHBIX XuTenel MaBaes N HEKOTOPbIX aMepUKaHLEeB
a3naTckoro NPOUCXOXAEHUS.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKNE XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHusAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa labopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoAaTenbeTBa. JaHHblii AnarHoCTUYECKWA TECT MOXET UCMOb30BaTbCS UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsX U He

[0/MKEH NCNOb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1M60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLUMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1im ¢ NOMOLLbI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

Nwemnuyeckas 6onesHb cepaua

ExerogHo B Poccumn oT cepaevHococyancTbix 3abonesanunii (CC3) ymmnpaet 6onee 1 MuamoHa yenosek (mpumepHo 700
yenosek Ha 100 TbicAY HaceneHus). 3TU NokasaTenu ropasfo Bbille, Yem B pa3BUTbIX cTpaHax Esponbl, CLUA v AnoHuw.
Cpegu CC3 BeayLiee MeCTo 3aHNMalT mweMmyeckas 6one3Hb cepgua (51%) u Mo3roBoit MHCYNLT (27%), KOTOpbIe
00YC/10B/1EHbI aTEPOCKIEPOTUYECKUM NOPaXKEHNEM KOPOHaPHbIX N MO3rOBbIX apTepuii. ATepockiepo3 — 3abonesaHne
COCY/10B, KOTOPOE COMPOBOXAAETCA UX YNJIOTHEHMEM 1 CTEHO3MPOBaHUEM (Cy)XeHneM) npocseTa. Pa3Butue arepockieposa
BeJeT K 06pas3oBaHuIo B CTEHKE cocya IMNUAHO-OMOPO3HLIX BNsLlek (aTepockepoTUYECcKNX), KOTOpble YMeHbLUatT
MPOCBET 1 OrpaHNMuYnBaIOT KPOBOTOK K CepALYy, F0/IOBHOMY MO3rY, NOYKaM, HXHUM KOHEYHOCTAM. Mpu paspbiBe HapyXHOL
Kancy/sibl aTepock/1IepoTMYeckoi 615LWKM B NPOCBETE cocya obpasyeTcs TPOMO, UTO BeAET K BHE3aNHOMY NnpekpaLleHuio
KPOBOTOKa B XXM3HEHHO BaXHbIX OpraHax U ConpoBOXAaeTcs pasBuTMeM IM60 MHAIapkTa MMokapaa, 1M60 MO3roBoro
WHCYNbTa, 60 OCTPOI ULLIEMUN HUXKHUX KOHEYHOCTENA.

Miwemnyeckas 60ne3Hb cepaua - TEpMUH, 06bIYHO ONUCHIBAIOLLMIA (hOpMUPOBAHUE aTepOCKIepPOTUYECKNX BNsLLEK B
apTepusax, NOCTaBNALLMX KPOBb K cepauy (KOpoHapHble apTepum). OTOT NPOLECC No/yyn Ha3BaHue atepocknepos.
KopoHapHbIii aTepocknepos BedeT K 3HaUUTENbHOMY CY)XXEHWI0 NPOCBeTa KOPOHAPHBIX COCYA0B. 3TO CHMXAaeT
KpOBOCHabXeHMe YHacTKOB CepeyHON MbILULbI U Bbi3biBAET 60/1b B rpyau, Ha3biBaeMylo CTeHOKapaveid. ATepockiepos
Takke MOXEeT NPUBECTU K POPMUPOBAHNIO B CY>XXEHHOI KOPOHAPHOI apTepumn KPOBAHOTO cryctka (Tpombéa). 310 MOXeT
npmBecTu K rmbenn yyactka cepgua (MHhapKT MMokapaa), KOTOpbI KpOBOCHaGXascs 3TON apTepuei.

dakTopamu, KOTopble YBEIMUYMBAIOT PUCK PA3BUTUA ULLIEMUYECKO 60Me3HN cepaua, ABNSAI0TCA B OCHOBHOM Te Xe, YTO U
yBe/MuMBaloLLe pyck pasBuTuA atepocksieposa:

. BbICOKUIA ypOBEHb XOnecTeprHa B KpOBM

. Bbicokwnii ypoBeHb xonecTtepuHa JIMHMM, 06bI4HO Ha3bIBAEMOTO "M/1I0XMM X0/1eCTEPUHOM"
. Hun3kunin ypoBeHb xonectepuHa JIMBI1, 06bI4HO Ha3bIBAEMOTO "XOPOLLMM X0NeCTepUHOM”
. Bbicokoe apTepuanbHoe gasneHne (rMnepToHNns)

. CaxapHblin gnabet

. CeMeiiHbIil aHamHe3 3a60/1eBaHNA KOPOHAPHBIX apTepuil, passrBatoLLLerocsl B paHHeM Bo3pacTe
. KypeHue
. OxupeHune

. Hun3kasn m3nyeckas akTMBHOCTb

B paHHeM BO3pacTe, My>XU/Hbl UMELOT 60/bLUIMIA pUCK 3a60/1eBaHNA KOPOHAPHOW apTepun, Yem XeHwmHbl. OgHako, nocne
MeHonays3bl, PUCK Pa3BUTKA 6OME3HU Y XEHLLUWH, B KOHEYHOM CYETE, CPABHUBAETCS C PUCKOM 3a60/1€BAHUSA MYXUNH.
MpepoTtBpalleHne

Bbl MOXETE NocoAeiicTBOBaTL NPefOTBPALLEHMIO ULLIEMUYECKON 60Ne3HM cepaLa, KOHTPOMPYS (DakTopbl pucka pasBuTKs
arepockneposa. [115 3Toro Heo6xoaAMMO:

Bpocutb KypuTh.

CobnogaTb 340pOBYHO AVETY.

YMEHbLUWTb BbICOKMIA ypoBeHb xonecTepuHa JIMHIM ("nnoxoli xonectepuH") B KPOBK

YMeHbLUNTb BbICOKOE apTeprasibHOe AaB/eHue.

MoxyaeTb 1 3aHuMaTbCs U3NYECKMU YNPaXKHEHUAMK, YTOOLI NPefoTBPaTUTL pa3BuTe caxapHoro gnaber 2 Tuna.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

by VHhopmauusa npegocTtasneHa: Genex
CaxapHbin gua6et 1 Tna bopvauAn nbes
leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
BeauTe 3aiimutecb nonynaumm:
340pOBbIii 06pas3 npodunakTukom 1.8/100
XU3HU 3ab6oneloT AaHHo

naTtoniormeii B Te4eHnmn
CBOE XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,vu/l4 MapKep5
CLEC16A rs12708716 AIA 1.50 A 68% noATBepXxaeHo 17554260
CTLA4 rs3087243 Al 1.18 r 54% noAaTBepXaeHo 17554260
ERBB3 rs11171739 T/L, 1.34 LL 41% noATBepXaeHo 17554300
HLA rs2187668 rr 1.00 A 8% noATBepXaeHo 18252895
HLA rs7454108 TIT 1.00 LL 18% noATBepPXAeHO 18252895
IFIH1 rs1990760 TIT 1.39 T 62% noATBepXaeHo 17554260
IL2RA rs12251307 L/, 1.78 LL 90% noATBepXaeHo 18978792
INS rs3741208 TIL, 1.25 T 36% noATBepXaeHo 17554260
Intergenic_4q27 rs2069763 TIT 1.13 T 33% NOATBEPXAEHO 19073967
PTPN2 rs1893217 TIT 1.00 L 12% NoATBEPXAEHO 17554260
PTPN22 rs2476601 rr 1.00 A 12% noATBepXaeHo 17554260
SH2B3 rs3184504 L/, 1.00 T 44% noATeepxaeHo 19073967

Onpe,qeneHMe ITUX TEPMUHOB Haxo4WUTCA B I10CCapumn B KOHLE AOKYMEHTa

Uto MHe cneayeT npeanpuUHATL?
Ball reHeTn4yeckumii npochusib He 0BHapPYXMBaET CK/TOHHOCTU K caxapHoMy AnabeTy 1 Tuna. bepervte 340p0BbE C MOMOLLBH
pasyMHOI AMETbI, PErYNAPHbIX PU3NYECKMX YNPAXKHEHWI N PEryNsipHbIX 06CNeA0BaHniA y Bpaya.

FeHeTMUeckun o630p

BbI/10 NoKasaHo, YTo caxapHblii guabet 1 Tuna (CA-1) nmeet kak cpeaosble (~20%), Tak U HacneAcTBeHHble (~50-80%)
KOMNoHeHTbl. Puck CA1-1 Bbiwwe y niogeil, B ceMeinHoOM aHaMHese KOTopbIX 6biau ciyvan Cl-1, 0cO6eHHO y TeX, poauTenu
KoTopbIx (oTeL, - puck 6%, matb — puck 3%) nnm 6patbs u cectpbl (puck 6-10%) cTpagatoT aTum 3aboneBaHneM.
ViccnepgoBaHus 0gHOANLEBBIX 6IM3HEL0B Nokasan o6Lwmin puck 50%. C-1 yalle BCTpeyaeTcs Y /oheli eBpONencKoro
NPOVCXOXAEHNSA, KOTOpbIE y4acTBOBaN B B0/bLUEN YacTy uccnefoBaHuii, HO cnydan 601e3HN NOABNSAKTCA BO BCEX
3THUYECKMX rpynnax.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBePXAeHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoii cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHbli AnarHoCTUYECKWA TECT MOXET UCMOb30BaThCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HWKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTUETY, CBSXMUTECH C HaLLMMK
KOHCynbTaHTaMm Mo TenedoHy 8-800-444-36-39 nm ¢ NOMOLLBI0 MHTEPHET caiiTa Www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

CaxapHblii guadeT | Tuna (MHCYNMHO3aBUCUMBIN AnabeT, IBEHW/bHLIA AnabeT) - 3abonesaHne, OCHOBHbIM
[AMNarHoCTUYECKUM NPU3HAKOM KOTOPOTO SBASIETCA XPOHMYECKas runeprivkeMust;(MoBbILEeHHbI YPOBEHb caxapa B KpoBW).
CaxapHsblil AuabeT BO3HUKaET NpK pasnnyHbIX 3a60n1eBaHNaX, BeAYLUMUX K HEAO0CTATOUHON CekpeLumn NHCYNNHA UNn
HapyLLeHUIo ero 6MoI0rMYecKoro AecTems. Kak npasunno, conyTCcTBYHOLWMM (DaKTOPOM SBASETCA HACNeACTBEHHOCTb.
CaxapHsblil gnabet 1 Tuna - 3HA0KPUHHOE 3aboneBaHne, xapakTepusytoLeecss abCoNOTHON HELOCTATOUHOCTBIO MHCYIMHA,
BbI3BAHHOW pa3pyLleHneM 6eTa-kneTok NomKenya0UHoN xenesbl. CaxapHblil gnabeT 1 Tuna MoXeT pa3BUTbLCS B II060M
BO3pacTe, 04HaKo Hanbonee 4acTo OH NopaxkaeT MONoAbIX NoAel (geTeit, NnogpocTkoB, nogeii monoxe 30 neT). B
KMHWYECKO kapTuHe NpeobnafaloT Knaccmyeckne CMMNTOMbIL: Xaxkaa, NonMypus, NoTeps Beca, ketoaumgotTuieckoe
COCTOsIHME.

CaxapHsblit gnabet 1 Tuna coctasnset 10-15 % o1 Bcex cnyyaes AvabeTa, 1, B 60NbLUMHCTBE CNyYaes, pa3BMBaeTCs

B AETCKOM WM MOAPOCTKOBOM Bo3pacTe. /19 3Toro Tuna gvabera xapakTepHO MOsiB/IEHNE OCHOBHbIX CUMMTOMOB,
KOTOpble 6bICTPO NPOrpeccupytoT ¢ TedeHneM BpeMeHU. OCHOBHbIM METOA0M fleHEHUS ABNAIOTCA UHBEKLMN UHCYNHA,
HOopManusyLe 06MeH BELLLECTB OpraHn3Ma 60/1bHOro. B OTCYTCTBMM NeYeHUs caxapHblil AuabeT 1 Tuna 6bICTPo
nporpeccupyeT U NPUBOAUT K BO3HUKHOBEHUIO TSXKESbIX OC/TOXHEHWI, Tak1X Kak KeToauuaos u guabetnyeckas koma,
3aKaHuMBaloLLMeCcs CMEPTbIO 6O/LHOTO.

KnuHnyeckue nposiBieHns:

. MMnepravkemMms - CUMNTOMbI, 06YC/TOB/IEHHbIE MOBbILIEHWEM YPOBHSA caxapa B KPOBW: NOSINYpUs, NOAUAUNCHYS,
NoxyAaHue Mpw NOBbILLEHHOM anmneTuTe, CyXoCTb BO PTY, C/1aboCTb.

. MuKpoaHrionaTum - aAmabetTudeckas peTMHonaTusi, Heilponatusi, Hedpponatusi.

. MakpoaHr1onaTim - aTepoCcKepo3 KOPOHAPHBIX apTepPWiA, a0pTbl, COCYI0B HMKHUX KOHEYHOCTEN, CUHPOM

[MabeTn4ecKoit CTonbl.

. ConyTcTBytoLLas NaTosI0ruUs - hypPyHKY/IE3, KOMbNUTbI, BArHUTbI, MHAIEKLMSI MOYENO/OBbIX NYyTEA.

B KNMHWYECKOW NpaKTUKe AOCTATOYHBIMU KPUTEPUSIMU AMArHOCTUKM caxapHoro Avaberta 1 Tuna sBASKOTCA Hasmume
TUMUYHBIX CUMNTOMOB TMNEPIIMKEMUM (NOSIMYPUSA U MONMAUNCUS) U NabopaTOPHO NOATBEPXKAEHHASA TMNEPr/IMKEMNS -
rVKEMUS B KanwssipHON KPOBU HaToLlak 6onee 7,0 Mmosb/n n/vnu B ntoboe Bpems cyTok 6onee 11,1 mmons/n;
OCnoXHeHUst: KeToawumnaos, rmMnepocMonspHas Koma, rmnornkemMmmyeckas koma (B cnyyae nepefo3vpoBKU MHCYINHA),
AnabeTnyeckas MUKpPO- 1 MakpOaHrMonaTusi - HapyLleHne NPoHMLAEMOCTM COCYI0B, MOBbILLEHNE UX TIOMKOCTY, NOBbILLEHNE
CK/IOHHOCTM K TPOM603aMm, K pa3BUTUIO aTepock/ieposa CocyoB; AnabeTnyeckas noavHerponaTus - NOAVHEBPUTSI
nepudepmnyecknx HepBoB, 60N MO XOAY HEPBHbIX CTBOJIOB, Nape3bl U Napanunyy; gnadbeTnyeckas aprponarusi - 60/m

B CyCTaBax, «XpyCT», OrpaHN4eHne NnoaBMmKHOCTU, YMEHbLLEHWNE KOJIMYECTBA CUHOBMASIbHOM XXNAKOCTU U NOBbILLEHWE

eé BA3KOCTW; AnabeTmyeckas opTasibMONaThs - paHHee pa3BUTME KaTapakTbl (MOMYTHEHUSI XpPyCTasivKa), peTMHonaTus
(nopaxkeHus ceTyaTku); AnabeTnyeckan HepponaTus - NOPAXeHME NoYek ¢ nosiBfieHnemM 6enka 1 hOPMeEHHbIX 3/1EMEHTOB
KpOBU B MOUe, a B TSHXKESbIX C/Iy4asix ¢ pa3BuMTMEM FNoOMepynoHedpuTa 1 NOYEeYHON HeJOCTaTOUHOCTY; AnabeTuyeckas
3HUedanIonaTns - UISMEHEHUS NMCUXMKN 1 HACTPOEHMS, 3MOLMOHa/TbHAs NabUbHOCTL UM AENPECCUsi, CUMNTOMbI
UHTOKCuKaumm LIHC.

OCHOBHbI€E Le/In NeYeHus:

. YcTpaHeHne Bcex KIMHNYECKUX CUMNTOMOB Cﬂ,

. JocTmxeHne onTMasibHOro MetTaboIM4eckoro KOHTPOA B Te4eHne ANNTE/IbHOIo BpEMEHN.

. MpocdhmnakTuka oCTPbIX U XPOHNYECKMX OCITOXHEHWIA CLl
. ObecneyeHne BbICOKOTO Ka4yecTBa XU3HU 60/bHbIX.
© 2011 Genex. Bce npaBa 3aLuLLeHbl. 3aseaytowuii naboparopueii: Joktop James R. Nickel, MD Homep CLIA: 05D1092505 Bepcus: 1.0

4045 Sorrento Valley Blvd., San Diego, CA 92121 CrtpaHuua # 24



OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

by VHhopmauusa npegocTtasneHa: Genex
CaxapHbin gua6eT 2 TMna bopvauAn nbes
leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
usyunte rnyéxe 3aiimutecb nonynaunm:
npodunakTukom 33.9/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
CDKAL1 rs10946398 AIA 1.00 LL 34% noATBepXxaeHo 17463249
CDKN2B rs10811661 T/L, 1.20 T 80% noAaTBepXaeHo 17463246
FTO rs8050136 L/, 1.00 A 46% noATBepXaeHo 17463249
HHEX rs1111875 Al 1.15 r 57% noATBepXaeHo 17463246
HNF1B rs7501939 T4, 1.15 T 43% noATBepXaeHo 17603484
IGF2BP2 rs1470579 AIA 1.00 LL 30% noATBepXaeHo 17463246
JAZF1 rs864745 T/L, 1.10 T 49% noATBepXaeHo 18372903
KCNJ11 rs5219 TIT 1.32 T 36% noATBepXaeHo 17463246
KCNQ1 rs2237892 TIL, 1.29 LL 93% noATBepXaeHo 18711367
MTNR1B rs10830963 L/, 1.00 r 30% noATBepPXAeHO 19060907
NOTCH2 rs10923931 TIT 1.28 T 9% noATBepXaeHo 18372903
PPARG rs1801282 u/r 1.23 LL 90% noATeepxaeHo 17463249
SLC30A8 rs13266634 T/, 1.12 Ll 76% noATBepXaeHo 17463249
TCF7L2 rs7903146 TIL, 1.38 T 28% NOATBEPXKAEHO 17463246
WFS1 rs10010131 Al 1.12 r 68% noATBepXaeHo 18040659
ESR1 rs3020314 L/, 1.51 LL 26% OTHOCUTENLHO 18854778

OnpefeneHne aTuX TEPMUHOB HAXOAWUTCS B [/10CCAPUM B KOHLE JOKYMEHTA

UTo MHe cnepyeT NpeanpuHATL?

Ball reHeTn4yecknin npothuib TUNWYHBIA 48 NONyASLMN B LLEe/IOM No PUcKy passutusa CL-2. Y3HaiTe 60/bLie 0 ToMm,

Kak BaLl 06pa3 XM3HW BANSET HAa BO3MOXHOCTb nosiBneHns CA-2 tuna. CaMbiMn BaxkHbIMY hakTopamu pucka ans CA-2
ABMAKOTCA OXMPEHNE U HEAOCTATOYHOCTb (oU3nMYeckoin akTneHocTn (PMID 19118286, PMID 19571786, PMID 17098085,
PMID 18502303) noatomMy crieiMTe 3a CBOMM BECOM 1 3aHUMaiTeCh hM3nYecKoil Harpy3koi B JOCTAaTOUHbIX KONIMYEeCTBax.
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FeHeTUUYECKUW 0630p

BoNbLMHCTBO BapUaHTOB reHOB NpeapacnoioXeHHOCTH K caxapHomy avabety 2 tuna (CA-2) n BapnaHToB 6/IM3KMX K

HVMM reHOB, BO34ENCTBYIOT Ha pasBuTUeE UK PYHKLMIO 6eTa-KNeToK NomKeya04HON Xenesbl, KOTOpble BbipabaTbiBator,
XPaHAT N CEKPETUPYIOT TOPMOH MHCYVH. Pa3sutnio CL-2 cnoco6CTBYHOT TaKKe reHeTnyeckme pakTtopsbl, CBA3aHHbIE C
yBeIMYEHNEM pUCKa Pa3BUTUS 0XnpeHus. MNoacuntaHo, Yto 75% pucka CL-2 BbI3BaHO OXupeHueM. CekpetTupyemble
noumMTamMmm ropMoHbl CTUMY/IMPYIOT BbIPaBboTKy 6eTa-KneTkaMmu n3bbITOYHOrO KONMYecTBa MHCY/IMHA. Takaa natonornyeckas
CTUMYNALMA N36bITOYHBIM KOSIMYECTBOM /IMMOLUTOB CO34aeT AONOMHUTE/bHYIO Harpysky A 6eTa-kneTok. OxXmpeHne Takke
BbI3bIBAET COCTOSAHNE UHCY/TMHOPE3UCTEHTHOCTU, B pe3y/ibTarte KOTOPOro OpraHbl-MULLEHN AEACTBUA UHCYMHA HE CNOCOGHbI
3hcheKTUBHO ycBamMBaTh [/1H0KO3Y KPOBU. OXUpPEHVEe SBSIETCA NpUYNHO pocTa 3abonesaemoctu C/1-2 BO BCEM MUpE.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAeEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MMpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa labopaTtopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoAaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMOb30BaThCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsX U He

[0/MKEH NCNOMb30BaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIM kakue-1mb0 BOMPOCHI N0 AaHHOMY OTUETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMu Mo TenedoHy 8-800-444-36-39 1im ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

CaxapHblii gua6eT 2-ro Tuna (MHCYNMHHE3aBUCUMMbIA AnabeT) - meTabonnyeckoe 3abosieBaHne, XxapakrepuayoLeecs
XPOHWYECKON rMneprankeMueit, Kotopas iB/IieTCs pesy/ibTaToM HapyLLIeHUs] CEeKPeLIMU MHCYIMHA U MEXaH3MOB ero
B3aMMOZENCTBUSA C KNeTKkamy TKaHei.

3T0T TUN 3a601eBaHNs 06YCNOBEH CHKEHNEM YyBCTBUTENbHOCTY TKaHeR K AeCTBUI0 UHCYTMHA
(MHCY/TMHPE3UCTEHTHOCTb), KOTOPbI HA HaYasIbHbIX CTaAMSAX 3a60/1eBaHNSA CUHTE3NPYETCA B HOPMaJ/TbHbIX UK faXe
NOBbILLEHHBIX KOMYecTBax. Jueta n CHUXKeHVe Beca naumneHTa B HeKOTOPbIX Clyyasx noMoratoT HOpMann3oBaTb
YIN1€BOAHbIN 0GMEH OpraHM3ma 1 CHU3WUTb CUHTE3 I/110K03bl Ha YPOBHE neyeHn. OfHAKO C NPOrpeccMpoBaHneM 3ab01eBaHUs
BblAefIeHne NHCYNNHA B-KNeTKaMun NOoMAXeNYA0HHOW Xenesbl CHUKAETCS, YTO AenaeT HEeOOXOAUMbIMU UHBEKLMN UHCYNHA.
CaxapHsblil gnabet 2 Tuna coctasnsieT 85-90 % o1 Bcex hopm AuabeTa n Hanbosiee 4YacTo pasBrBaETCS Y NI0AEN cTapLue

40 neT, u, Kak NPaBW/o, CBSI3aH C OXUpeHneM. 3aboneBaHne NPOTEKAET MeA/IEHHO. [1s1 HEro XxapakTepHbl BTOPOCTENEHHbIE
CMMMTOMbI, KETOALMA03 pa3BmBaeTcs peako. C TeYeHNeM BpEMEHN Pa3BMBAOTCS Takne OC/TOKHEHMUS KaK MUKPO- 1
MakpoaHruonarus, Hedpo- 1 HeliponaTus, peTuHonaTusi u ap.

CaxapHsblil guabet 2 Tuna siBsieTcs HacneACTBEeHHbIM 3a6oneBaHveM. NogaensioLlee 60MbWNHCTBO 60MbHBIX, CTPaJaoLLmX
3TUM TUMOM 3a60M1eBaHNS, UMEOT NPU3HaKM OXMpeHns (B 75% criyyaeB). Camo no cebe oxupeHue sIBMSIeTCs OgHUM U3
cepbe3HbIX (PakToOpOB pUCKa pasBUTUS caxapHoro guabeta 2 Tuna.

CaxapHsblit auabeTt NposiBNAETCS, NPEXAe BCEro, NoBbILLEHUEM YPOBHS [/110KO3bl B KPOBM, MOHMKEHNEM CMOCOBHOCTM TKaHEe
3axBarbiBaTb Y YTUIM3MPOBATb [/TH0KO3Y U MOBbILIEHEM MOBUIN3ALMN aNbTEPHATUBHbIX MCTOUYHNKOB 3HEPTUU - aMUHOKMCIOT
N CBOBGOAHBIX XWPHBIX KAC/OT.

[unarHo3s caxapHblii guabeT 2-ro Tuna yctaHas/MBaeTcs B Cnydae:

KoHueHTpaumm caxapa (r1HKo3bl) B KaNnUAASPHOI KPOoBY HaTolak > 6,1 Mmosib/n, Yyepes 2 yaca nocsie npuema nuim
> 11,1 Mmonb/n;

KOoHLEeHTpauums roKo3bl B KPOBM NPU NPOBEAEHUN [/THOKO30TO/IEPAHTHOIO TeCTa B COMHUTE/bHBIX ClydYasx npesbIaeT
11,1 mmonb/n.

KnnHuyeckne nposiBieHmnsa caxapHoro guabeta 2 tuna: xaxkga v CyxoCTb BO PTY, NONNYPUSA - 06ubHOe MovencnyckaHue, 3ys
KOXHbIX NOKPOBOB, 06LLas 1 MbilleYyHast cnaboCTb, OXMPEHME.
OCOXHEHUS:

[JunabeTnueckas MUKPO- N MaKpOAHTMONATUS - HapyLUeHNe NPOHULAEMOCTU COCYA0B, NOBbLILLIEHWE UX STOMKOCTH,
NOBbILLEHNE CKMOHHOCTM K TPOM603aM, K pa3BUTUIO aTePOCK/Iepo3a COCY/0B;

[JunabeTtnyeckasn nosmHeliponaTns - NOIMHEBPUTLI NEPUCDEPUYECKUX HEPBOB, 6OM MO XOAY HEPBHbIX CTBOJIOB, Napesbl
U napanauuu;

ﬂ,Ma6eTW—IECKaﬂ apTponatus - 6onn B CyCTaBax, «XpyCT», orpaHn4eHne noaBm>XxHOCTU, yMEeHbLLIEHNE KO/Tn4ecTBa
C/HOBMabHOW XMAKOCTU N NOBbILEHNe eé BA3KOCTY,

Jrabetuyeckas ohtasibmonaTms - paHHee pasBuTue kaTapakTbl (TOMYTHEHMSA XpyCTannka), peTuHonatus (nopaxeHns
ceTyarkm);

[JmnabeTnueckasi HechponaTus - nopaxkeHne noYek ¢ NosiBfieHnem 6enka 1 POPMeEHHbIX 3/1IEMEHTOB KPOBY B Moue, a B
TSDKESIbIX C/yYasix ¢ pasBUTUEM [/IOMepy/IoHe(IPUTA 1 MOUYEUHOI HeAOCTATOUHOCTY;

[Jrabetuueckas aHuedanonatms - U3MeHeHUs NCUXMKA U HaCTPOEHUS, AMOLMOHabHAsA 1abuNbHOCTb UK
Jenpeccud, CUMNTOMbI MHTOKCKKaLmu LIHC.

NeyeHne guabeTa 2 TMNA HAYMHAIOT C HA3HAYEHUS ANETLI M YMEPEHHOW (h13nUeCcKoit Harpy3kn. Ha HavyasibHbIX CTagusx
AnabeTa faxke He3HauNTe/IbHoe CHUXKEHWe Beca NoMOoraeT HopMasiM30BaTh YrNeBoAHbI 06MEH OpraHn3Ma U CHU3UTb CUHTES
[/1I0KO3bl HA YPOBHE NeyeHun. s nevyeHns 6onee nosgHNx ctaguii NPUMEHSIIOT pas/iMyHble S1eKapCTBEeHHble npenaparb!.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

AkchonmnartmBHas rnaykoma

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
BeauTe 3aiimutecb nonynaumm:
340pOBbIii 06pas3 npodunakTukom 2.3/100

XU3HU 3ab6oneloT AaHHo

naTtoniormeii B Te4eHnmn
CBOE XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
LOXL1 1s2165241 Li/LL 1.00 T 44% OTHOCUTESIbHO 17690259

Onpegenexne aTnX TEPMUHOB HAXOAUTCA B INOCCAPUN B KOHLIE OKYMEHTa

UTo MHe cnepyeT NpeAnpuHATL?
Baw reHeTnyeckumin npochunb He Nokasas NPeapacnosioKEHHOCTU K riaykome. MpuaepxmBanTtecb 340p0OBOro obpasa XnsHu,
BKJ/IHOUAIOLLETO perynsipHble mamnyeckme ynpaxHeHus, cbanaHCUpoBaHHY ANETY 1 perynsipHble NOCELEeHNsI CBOEr0O BpaYa.

FeHeTUUeECKUii 0630p

VMimetowwmecs y Hac cBefleH/s1 O reHeTUYECKON OCHOBE /1ayKOMbl NO-MPeXHeMy HOCAT orpaHuyeHHbIl Xxapaktep. CoriacHo
nocnegHemy uccrefoBaHuio, reHeTuYeckne NpuyUKHbL, nexatime B OCHOBE pa3BuUTUA rnaykoMbl, pasivydbl (PMID 18936638).
Mpu NonbITKe HAWTKU CBA3b [N1ayKOMbI C OBLMMY (hakTopaMmn reHeTUYecKol NpeapacnosioeHHOCTU, HEOCNOPUMbIMM
JoKasaTeNbCTBaMn ee HaMuus ABNSACSA 0CO6bIV TUN r1ayKoMbl, Ha3biBaeMblii 3KCAOMATUBHOI rnaykomoli (3, Takke
M3BeCTHas Kak NceBofo3KchonmaTuBHas rnaykoma). A NpeMmyLLecTBEHHO NopaxaeT NOXUbIX 04N U Ha ee [0S0
npmxoanTcsa 12% Bcex cayyaes rnaykoM. KnmHuyeckn 3 paccmaTtpmBaeTcs Kak CUMITOM CUCTEMHO NaTonormm,
HasblBaeMoit akchonnaTneBHbIM CMHAPOMOM (SC, Takke N3BECTEH NOJ Ha3BaHMEM NCEBAO3KCHONMMATUBHBIN cMHAPOM). SC
XapakTepuayeTcs OT/IOKEeHVEeM X/10NbeBMAHOIO BELLECTBa B YIy nepeaHen kamepsbl riasa (Mexay poroBoii U pagyXHow
060s104Kamn). Y 60/bHbIX € DC Takue xe OT/IOKEHNA MOXHO 0OHaPYXXUTb U B APYIrUX TKaHAX. B rnase aTu OTNOXEHUSA MOTyT
3aKynopveartb APeHVPYIOLLMe rNa3Hble KaHasbl, NPUBOASA K NOBbILLEHWIO BHYTPUINA3HOro AaB/ieHne, U, CnefoBaTefbHo,

K rnaykome. B TeyeHne 15 net nocne yctaHOBKM anarHosa 3C puUCK NOSABNEHUA rnayKoMbl cOcTaBnsaeT 0kono 60%. Mo
CpaBHEHWIO C ApyrMMu hopmamu rnaykombl, 3 cuntaeTcs Hanboee TsHKeoi. B TedeHne A0BObLHO A0/ITOM0 BpEMEHM
6bl/10 M3BECTHO, YTO POACTBEHHUKM NauMeHToB ¢ DC UMEIOT NOBbILEHHbI PUCK pa3BUTKA 3Toi natonorum (PMID 9895242),
HO He BbINK ycTaHOoBNEHbI (DAaKTOPbI FeHETUYECKOM NpeapacnoioXeHHOCTN A0 Tex Nop, Noka HegasHO Ansa 3C He npoBenu
MOSIHOreHOMHOE MCC/ief0BaHNe 3TOr0 HapyLLEeHWS.

PacnpoctpaHeHHOCTb SC BapbupyeT B pas/IMyHbIX 3THUYECKMX rpynnax. OHa 0CO6eHHO pacnpocTpaHeHa B cTpaHax
CeBepHoii EBponel, rae 6onee 20% ntogeli ctapule 65 neT cTpagatoT 310l natonorueit. Mo cytn, 06LWmMil reHeTUYeCKuit
BapuaHT, acCoLMNPOBaHHbI ¢ 3, 6blN BNEPBbIE BbISAB/IEH Y NaUMeHToB 13 MicnaHaun u LWeeunn. (PMID 17690259).

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKNE XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa fabopaTtopHoii cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHbli AnarHoCTUYeCKWA TeCT MOXET UCMOb30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsX U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HWKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXXMUTECH C HaLLUMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

Fnaykoma — 60/1bLIas rpynna rnasHblx 3a6on1eBaHunii, xapakTepusyoLwascs NOCTOSHHLIM WY NePUOANYECKAM NOBbLILLEHNEM
BHYTPWINIA3HOTO AAB/IEHMSA C NOC/EAYOWMM Pa3BUTUEM TUMNYHBIX AEEKTOB NO/A 3PEHNS, CHKEHNEM 3pPEHUS U aTpodineii
3pUTENLHOro HepBa.

PaznunuatoT ABe 0CHOBHbIE (DOPMbI [/1TayKOMbI: OTKPbITOYro/ibHas rnaykomMa v 3akpbITOyrosibHas rnaykoma. Kpome 1oro
CYLLIECTBYHOT BPOXAEHHAs r/1ayKkoMa 1 HOBEHW/IbHAS, a Takke pas/iMyHbie )OpMbl BTOPUYHOI r1ayKOMbl U CBSI3aHHbIE C
aHOMa/IMAMM pa3BUTKSA F1asa.

OTKpbITOyronbHas rnaykomMa coctaensiet 6onee 90 % Bcex ciydyaeB 3a60n1eBaHna 3TUM Heayrom. Mpu aToi dhopme
rnaykombl pagy>HO-POrOBUYHBIA YroN OTKPbIT, YTO 1 06YCNOBUMIO €€ Ha3BaHMe.

JKchonmaTrBHas rnaykomMa siBnsietcst hOpMOii OTKPbITOYTONIbHOW rnayKoMbl. XapakTepu3yeTcsl HaKomnJIeHMEM X10MbEBUAHbIX
BELLEeCTB B NepeaHeil kamepe rnasa, Mexay poroBoi 1 paay)Holi ob6onoukamu. Yeluyiiyatble akchonnaTBHble MaTepuabl
MOTYT 3a6UTb APEHAXHYH CUCTEMY INasa, Noc/e Yero NoBbILAETCS BHYTPUIIA3HOE AaB/IEHNE, KOTOPOE B KOHEYHOM

cyeTe MOXET PaspyLUNTb 3pUTENbHbI HEPB Y Bbi3BaTb MOTEPHD 3PEHNS, €C/IM HE 0GHAPYXMTb 3TO BOBPEMS U HE HavaTb
MeAVKaMEHTO3HOE /le4yeHne Nog KOHTposiem Bpaya. OTNOXEHUS 3KCAOIMATMBHBIX MaTepPManoB Takke MOTyT ObiTb

HalifjleHbl BO MHOTMX APYruMx opraHax naumeHTa (3kconnaTvBHbIili CUHAPOM). Y 60MbHbIX 3KCHONMATUBHBIM CUHAPOMOM
PVCK Pa3BUTUS TNayKOMbl B LUECTb pa3 Bbille MO CPABHEHWUIO C HAceNeHneM B Lieniom. MoatomMy naumeHTbl ¢ AC A0MKHbI
NpoxoAanTb 06cnefoBaHre Y oddTasibMOIora KaXKablid rog,

Pa3BunTre rnaykombl Be4ET K HEOOPATUMOMY NPOLLECCY YaCTUYHON UM NOMHOM NoTepu 3peHns. CHavana HauynHaeT
yXyawarbcs nepudiepryeckoe 3peHne. 3atemM M3MeHeHNsi NPOMCX0AsT BO BCeM Nosie 3peHns. Ecnv gasneHvne npogomkaeT
pactu, a 60NbHO He NpuberaeT K NeYeHU0, — 3peHne NOCTENEHHO YXYALIAeTcs BNAOTb A0 C/ENoThl.

MoBpexaeHne HepBa 1 NOTEPIO 3PEHUS NPY rNaykoMe 06bIYHO HEBO3MOXXHO MOIHOCTLH BOCCTAHOBUTb, HO CYLLIECTBYHOT
METOAbI NIeYeHUNS], KOTOPbIE MNO3BOAAIOT 3aMef/IMTb UM OCTaHOBUTL NPOrpeccupoBaHne 3aboneBaHns. JleueHne MoXxeT
cAienatb BHYTpUria3Hoe gaBneHne HopMasibHbIM U NpeaoTBPaTUTb MU MPUOCTAHOBUTL AasibHelillee NoBpexaeHne HepBa
1 pa3BuTMe cnenoTbl. JledeHne MOXET BKIKUATb MCNO/Ib30BaHUe rnasHbIX kanenb, TabneTok (peako), asepHsie nam
XNPYPruyeckme MeTofbl KOppPeKUmm.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

ApTepuasnibHas rMnepTeH3us

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
usyunte rnyéxe 3aiimutecb nonynaumm:
npodunakTukom 90/100

3ab6oneloT AaHHo
natosiormeli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IEeAYIOLLE, ykasaHHOI Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
BCAT1 rs7961152 A/LL 1.16 A 47% OTHOCUTESIbHO 17554300
PPARGC1A rs8192678 AIl 0.70 A 35% OTHOCUTESIbHO 15738346

OnpefeneHne aTuX TEPMUHOB HAXOAWUTCS B [/10CCAPUM B KOHLIE JOKYMEHTA

UTo MHe cnepyeT NpeAnpuUHATL?

AHanun3 Ballero reHeTM4yeckoro Npodnss ykasblBaeT Ha CPEHION CTerneHb NpeapacnosiOKeHHOCTH K rMnepToOHNYeCcKol
6051e3HU. CHMKEHWIO pUCKa pasBUTUS TMNepTOHUYECKON 60Ne3HN CNOCO6CTBYIOT 340P0BOE paLoHaslbHOe NuTaHue ¢
HU3KMM COAEPXaHUEM Xupa 1 CONN 1 6OsIbLLIMM KOSIMYeCcTBOM oBoLLeit 1 dopykToB (PMID 19583632, PMID 16434724, PMID
12570328), a Takke aKTUBHbIi 06pa3 XMU3HW.

FeHeTMUeckun o63op

Bonee 90% criyyaeB rMnepToHMYEcKoi 60/1e3HM 06YCNOBMNEHBI 3CCEHLMa/TLHON (NEPBUYHOI) apTepUasibHON rMnepTeH3nei
(TepMUH, 03HavatoLWWii OTCYTCTBME Y NALMEHTa APYrMxX NaTo/IorMyecknx NpoLeccos, 06yC/I0BNNBAOLLMX MOBbILIEHNE
apTepuasibHOro gaeneHus). Kpome Toro, runepToHnyeckast 601e3Hb MOXET ObITb BTOPUYHOM MO OTHOLLEHHIO K YXe
UMerLmMcst 3ab0/1eBaHMSAM, HaNnpUMepP NOYEYHOW HefoCTaTOUHOCT. HekoTopble peakue hopMbl TMNEPTOHNYECKO 60Me3HN
BbI3BaHbl MyTaLMsIMU B MHUYHBIX TEHAX; 3TV Cly4an 06bIYHO XapaKTePU3yTCA CeMeiHbIM TUMOM Hac/efoBaHNsA U PaHHUM
nosiBfieHnem 3a6os1eBaHus.

BbINo/IHAEMbIE HAMMW FEHETUYECKUE TECTbI HaNpaB/eHbl B OCHOBHOM Ha BbISIBIEHWE NPeapacnofioXeHHOCTH K
3CCeHUMaNbHOW rMnepTeHsnn. P reHeTUYECKNX N3MEHEHWI, CBA3AHHBIX C 3CCEHUMasIbHOM rMnepTeH3neil, bl yenewHo
NAeHTUMLMPOBaH B UCC/IeA0BaHUSIX C yYacTMEM GoMbLUMX Nonynsuuii. Tem He MeHee, CHMTAETCS, YTO MHOXECTBO ApYyruxX
reHeTu4Yeckmx akTopoB (Kaxablli 13 KOTOPbIX B OTAENBHOCTM BHOCUT HEGO/LLLIOW BK/1aA, B U3MEHEHME CYTOYHOMO pUTMa
apTepuasibHOro AaB/eHUs) OCTAKOTCA HEBbISICHEHHBIMW. PUCK pa3BuTUS TMNepPTOHNYECKOW 60/1€3HN NOBLILLAETCS NpU
OXMPEHUU, N36bITOYHOM YNOTPEBNEHNN CONM UM ANKOTO/Is, HefocTaTke PU3NYECKOI aKTUBHOCTU, BbICOKOW CTPECCOBOIA
Harpyske, a Takke NoBbILIAETCS B MOXW/IOM Bo3pacTe.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa iabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMOb30BaThCs UCK/THOUNTENBHO B KNIMHUYECKUX LIeNsxX U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HWKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMu Mo TenedoHy 8-800-444-36-39 1im ¢ NOMOLLbI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

MnepToHU4Yeckasi 60/1e3Hb, NMNEPTOHMS, NPOCTO «MOBbLILIEHHOE AaB/IEHNE» - TaK B ObITy Yalle BCEro HasbiBaT
3ab0neBaHne, KOTOPOe cneLmanncTbl KnaccuuUmMpyoT Kak apTepranbHas runepteHsus. o onpegenexnio BcemnpHoii
opraHu3auuy 3gpasooxpaHeHus (BO3) 1 MexayHapoAHOoro obuiectsa no 6opbbe ¢ apTeprasibHON rmnepTeH3neii aTo
3ab0neBaHune AnarHoCTMpyeTCs B Cllyyae Ha/mums y naumneHTa CTOMKOro NoBbILLIEeHWS apTePUasIbHOMO AaBeHus 10
ypoBHS 140/90 MM pT. CT. 1 Bbilwe. OHa 6bIBaeT NepBUYHON, KOrga NPUYMHY TOYHO YCTaHOBUTbL HE yAaeTCs U BTOPUYHOIA,
06yCcn0BMeHHOl Yalle Bcero 3aboneBaHUAMY 3HAOKPUHHBIX OPraHoB, MOYEK, pexe, BPOXAEHHON NaTosornein cocynos.
ApTepuanbHas rmnepTeH3uns ABseTcs BaxkHenwel Meauko-coumansHoin npobnemoii. Y 30% B3poc/ioro HaceneHus
pas3BUTbIX CTPaH Mypa ONpeaenseTcs NOoBbILEHHbIA YPOBEHb apTepUasIbHOMO gaBnexnnsa ny 12-15 % - Habnogaetcs
CTolKas apTepunasibHas runepTeHsns. 3To 3aboneBaHne ABNSETCA YaCTON NPUYNHON PasBUTUSA XXU3HEHHO OMAaCHbLIX OCTPbIX
3aboneBaHuii cepgua (MHdapKT M1okapaa) U mosra (MHCY/LT), B TOM Ynic/e Uy UL, TPYA0Cnoco6Horo Bospacta. OKoo
50% Bcex cnyyaeB CMepTu OT CepAeYHO-COCYANCTbIX 3ab0neBaHnii MPUXOANTCS Ha A0/ apTepraibHON rMnepTeH3nm.
OHa NexuT B OCHOBE 1 XPOHUYECKMX 3abo1eBaHunii cepalia U roIoBHOr0 MO3ra, NOYEK U a3, OpPraHoB, KOTOPbIe MPUHATO
Ha3blBaTb OpraHamu-mMuLIeHsaMU. [Jaxe ceiivac, korga B apceHasie MeMKOB UMEETCS [JOCTaTO4HOe KOMIMYECTBO MOLLHbIX
aHTUIMNEePTEH3MBHbIX NPenapaToB cpeaHsAs NPOAC/HKUTENBHOCTb XU3HW NaLMeHTOB CpedHero Bo3pacTa, CTpajatomnx
apTepuasibHON runepTeHsneit He npesbiwaeT 20-30 neT.

[aBneHune, Bo3HMKaloLLee B MOMEHT COKpaLLeHNs (CUCTOSbl) CepAeUHON MbiLlLbl (MUOKapAa) NeBOro Xenynoyka u
obecneunsatoLLiee BbIGPOC KPOBM B a0PTY, Ha3blBAETCA CUCTONMNUYECKUM (NepBas Ludpa B nokasatesiax aprepuasnibHOro
fasneHus. Hanpyumep 140/90 MM pT cT). [laBneHne KoTopoe OkasblBaeT KPOBb Ha CTEHKM COCYAOB MpU 3aKpbITOM KanaHe
aopTbl B Nepuog paccnabneHus (Anactonbl) MMoKapa 1eBOT0 Xenynoyuka, HasbiBaeTcs AuacToIM4eckum (BTopas
uncbpa B nokasatensix aprepuasibHoro gasneHns. Hanpumep, 140/90 mm pT cT). PasHuua mexay CUCTONIMYECKUM U
ANacTonimyeckMmM apTepuasibHbIM AaBieHneM HasblBaeTcs NyNbCcoBbIM (HanpumMmep, 140-90=50). JaHHOMY nokasartesito
npuaarT onpeaesieHHoe 3HaYeHNe B NPOrHO3MPOBaHNM pyCcKa PasBUTUS NOPaKeHNi OpraHoB-MULLEHE U BO3HUKHOBEHUS
OC/TIOXHEHWUIA apTepuasibHON rMnepTeH3nn. ApTeprasibHoe AaBeHne N3MepSETCS B MUAMMETPax PTYTHOrO ctonba (MM pT
CcT).

MpepoTBpaLleHue.

[nsa npegoTepalleHns NOBbILLEHHOMO apTepuasibHOro AaBfeHus, Bbl LO/IKHBbI:

. PerynsipHo 3aHuMaTbCs aapo6uKoi,

. OFpaHVILII/ITb n0Tpe6neH|/|e NpPOAYKTOB 6orarbIx HacCbIWEHHbIMW XXnpamMmu, Coim N aJiIKOroJ/ibHbIX HaNMTKOB,

. Cobntogatb avety Goratyio (dpyKTami, OBOLLAMM.

. He kypuTsb.
b I'Io,q,qep»(MBaTb OoNTUMaJibHYKO Maccy Tena.
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XpoHuuyeckuii numcoumntTapHbIA N1IeKo3

leHeTvKa:
usyuuTe rnyoxe

O6pa3 XN3HK:
3aiimutecb
npodunakTukom

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

Puck B gaHHoi

nonynauun:
0.5/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun

CBOE XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
Intergenic_11g24 rs735665 rr 1.00 A 17% OTHOCUTE/IbHO 18758461
IRF4 rs872071 rir 2.37 r 51% OTHOCUTESIbHO 18758461
PRKD2 rs11083846 rir 1.00 A 26% OTHOCUTE/IbHO 18758461
SP140 rs13397985 TIT 1.00 r 20% OTHOCUTE/IbHO 18758461

OnpeaeneHne aTuX TEPMUHOB HAXOAWTCS B [10CCAPUU B KOHLLE AOKYMEHTA

Uto MHe cneayeT npeanpuUHATL?
Ball reHeTU4eckuin I'IpOCbI/Iﬂb B OTHOLUEHUN PUCKa Pa3BUTUA XPOHNYECKOro }'IVIMCbOLU/ITapHOFO neiiko3a siBNSETCA TUMNYHbIM
Ans obLei nonynaumm. 3To He faeT OCHOBaHWIA 4719 TOYHOIo BbiBOAA O TOM, YTO Y Bac KOrga-iMbo BO3HUKHET XPOHUYECKUIA
NnumdpounTapHbIii neiiko3. CoxpaHeHMIo XOPOLLEro 340P0BbsA CNOCOGCTBYET COb/04eHNe cbaaHCMPOBAHHOIO pexnma
NMUTaHNA N PerynapHbIX d)M3MLIECKMX Harpys3ok, a Takxe nepmogmnyeckoe nocelieHne spaya.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

FeHeTUUYECKUW 0630p

Mo cpaBHEHUIO C ApYrUMY Tnamm fneiikosa 60/bLUyo ponb B hOPMMPOBaHNM pUCKa Pa3BUTUS XPOHUYECKOTO
nmdounTapHoro neikosa (XJ1/1) MoryT urpatb reHeTuyeckme haktopbl. Ha cerogHAaWHWA AeHb UMeeTCcs Masio

OCHOBaHW AN NPeANoNoXeHns 0 TOM, YTO MMEETCs CBA3b Mexay pa3suTuem XJ1/1 n gelicTBueM BHeLLHeCPea0BbIX
hakTopoB, HaNnpUMep BO3AENCTBUA XMMUYECKNX BELLECTB UK n3nyyeHunin (PMID 19331210, PMID 15269880). YpoBeHb
3abonesaemMocTu XJ1/1 B pasnuuHbIX reorpadpuyecknx permoHax sapbupyert. PUck pa3sutusa 3abonesaHus B npegenax
3THUYECKMX TPYNN COOTBETCTBYET TAKOBOMY B CTPAHE NMPOUCXOXAEHNS, a He HblHeLHero npoxusaHusa (PMID 15269880).
Kpome Toro, 3HaueHue reHeTnyecknx haktopos B 3ab6oneBaemoctn XJ1/1 HarnsgHO NOATBEPXKAAETCA NOBbILLEHWEM pucka (B
2-8 pasa) npv Ha/aMumMm cemeHoro aHamHesa X/1/1 (PMID 19407315).

HecmoTpsa Ha To, 4To XJ1/1 YaCcTo HOCUT CeMeliHbIi XapakTep, reHbl BbICOKOro pucka XJ1/1 (Takve kak, Hanpumep, BRCAL npu
pake MOJIOYHOW Xenesbl) A0 CMX NOop He naeHTudmumposaHbl (PMID 17687107). ®akTU4YeCKm, y 60/bHbIX C OTAMOLLEHHbIM
ceMeilHbIM aHaMHe30M Hab/1lAalTCs Te e CUMNTOMbI U YPOBEHb BbDKMBAEMOCTH, YTO U Y NALMEHTOB, HE NMEIOLLUX
cemMeiHoro aHamHesa XJ/1/1. Kpome Toro, pa3suTtuto XJ1/1 4acTto npeaLecTByeT MOHOK/TOHA/IbHBIA B-KNETOUHbIA MMdoLmMTo3
— [OCTATOYHO pacnpocTpaHeHHoe 3aboneBaHne ¢ 6eCCMNTOMHBIM TEYEHEM, BO3HMKAIOLLEe NPUMEPHO Y 3% B3pOC/IbIX
nogein B obwei nonynaumm (PMID 18687638). 9T1 gaHHble NO3BOMAT NPEANON0OXKNTb y4acTue B hOpMUPOBaHNN
reHeTM4yecKoro pucka passutua XJ1/1 uenoro psga pacnpocTpaHeHHbIX asnnenei npeapacnonoXeHHOCTU, Kaxaas U3 KoTopbIxX
B OTAE/IbHOCTM CBsi3aHa C HEOO/bLLON A0ei pucka.

B Haluein nabopatopvv NpoBOAUTCA TECTUPOBAHME Ha Haslmume 4 pacnpocTpaHeHHbIX anfenei npeapacnonoXeHHOCTH,
CBSAI3@HHbIX C HEBLICOKOI CTEMEHbIO pycka pa3suTna XJ1/1. BO3MOXHO, B fasibHEALLNX HAYUYHbIX UCCNefoBaHUAX OyayT
naeHTUUUMPOBaHbI U Apyrve annenn pucka.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKNE XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHusAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWIA TECT MOXET UCMOMb30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsX U He

[0/MKEH NCNOMb30BAaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1M60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLUMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

Jeiiko30M Ha3bIBaETCA 3/10Ka4eCTBEHHOE 3ab60/1eBaHNe KPOBETBOPHON TKaHW (Hanpumep, KOCTHOrO MO3ra), NpMBoAsLLee

K HAKOMMEHUIO OMYyXO0/1EBbIX KNETOK B KDOBOTOKE. BOMBLUMHCTBO NEKO30B MOXHO OTHECTU K YETbIPEM OCHOBHbIM TUMaM:
XPOHUYECKMI NMboLMTaPHBIA NEeKO3, XPOHUYECKW MUEeonaHbIA Neliko3, oCTpbI IMMAOLMTapHbI NeiKo3 N OCTpPbIi
MUWENonAHbIN Neliko3. B To Bpems Kak oCTpble /1eliKo3bl MOTYT BO3HMKATb U Yy B3POC/bIX, U Y AETell, XpOoHUYeckne

NeKo3bl BCTPEYatTCsl B OCHOBHOM Y B3POC/IbIX. XPOHUYECKM nuMdioumnTapHblii nelikos (XJ1/1) aenserca Hambonee
pacnpocTpaHeHHbIM TUMOM feiiko3a B CTpaHax 3anafa, coctaenss 30% Bcex cnyvyaeB BbisiBNeHus neiikosa (PMID
18024649). No oueHkam HaunoHaIbHOro MHCTUTYTa paka, kaxgomy 212-my 13 xuteneii CLUA Ha NPOTSHXKEHUN XNU3HKU ByaeT
noctassieH guarHo3 XJ1/1. XJ1/1 xapaktepusyetcsi NosiB/IEHNEM B KPOBU, KOCTHOM MO3re 1 IMMAIOMAHOW TKaHW aHOMasIbHO
60/1bLLIOr0 KOSIMYEeCTBa KNETOK, BHELLHE HAMOMUHAKLWWX 3pesble uMdoumTel. Mo knaccudukauum BO3 XpoHUYeCKuia
nMdounTapHbIii 1eiKo3 nAEHTUYEH MEKOKNIETOUHON NMMGOLUTapHON NMMdoome (TN HEXOMXKKUHCKON NMMAIOMbI).

K chakTopam pucka passutua XJ1/1 oTHOCATCA BO3PaACT, aTHUYECKAS NPUHAANEXHOCTb, N0/ U CEMEWHbI aHaMmHe3. XJ/1/1
ABNSETCA NPENMYLLECTBEHHO 60/1E3HBLI0 NOXW/IbIX IOAENA: cpefHuii BO3pacT Ha MOMEHT NOCTaHOBKM AuarHosa coctaBnser
72 roga. Cambliil BbICOKUIA YpoBeHb 3aboneBaemocTtun X/1/1 HabnoaaeTcs y nuL, eBponeonaHol pachl, 3a KOTOPbIMU C
He6OoNbLUMM OTPLIBOM CNeAyoT ajdpoamMeprKaHLbl, a 3aTeMm - /inLa UCNaHCKOro NPOUCXOXAEHUS N KOPEHHbIE aMepurKaHLibl.
Hanbonee HM3Knit pyuck XJ1/1y asnatoB. MyxurHbl 3a60/1€Bal0T NPMMEPHO B [iBa pasa yallle, YeM XeHLMHbI. HakoHel, ele
04HVM (haKTOPOM pUCKa SBNSETCS ceMeliHbIi aHamHes XJ1/1 (PMID 18024649). B oTnnyne oT ApYrnx 3/10Ka4eCTBEHHbIX
3a60neBaHuiA, HM 415 OAHOIO U3 N3BECTHbIX BHELLIHECPEA0BbIX DakTOPOB He Obl10 BbISIB/IEHO YETKOR accoumaumnm ¢

XJ1/1. B TO e BpeMsi M0 CPaBHEHUIO C APYTUMK TUNAaMu Nieiiko3a posib Hac/1eACcTBEHHOCTU B pa3suTum XJ1/1 TBepao
ycTaHosneHa (PMID 15269880). PazsuTtune XJ1/1 HOCMT NPOrpeccupyowwpii xapaktep. Ha paHHux ctagusax 3abosieBaHme
npotekaeT 6eccMMNTOMHO U He TpebyeT neveHns. Ha 6onee No3aHUX cTaamsax 3abosnieBaHne npotekaeT 6osiee arpeccMBHO
N MOXET pacnpocTpaHATLCA Ha ApYyrne YacTu opraHnsma. Hekotopble naumeHTbl, KoTopbiM AuarHos XJ1/1 yctaHoB/eH

Ha paHHel cTagmu, MOryT A0/ITOe BPpeMs 06X0AUTLCA 6e3 /IeYeHnst, APYTM Xe SiedeHne TpebyeTcs yke Ha MOMEHT
MOCTaHOBKM AmMarHosa. BoebknBaemMocTb naumneHToB ¢ XJ1/1 3Ha4MTeNbHO BapbupyeT (OT HECKOSIbKMX MeCALEB A0 HOPMa/IbHOA
NPOAO/IKNTENBHOCTY XMN3HW). MeToAbl NeYeHns BKIOYaoT XMMUoTepanuio, afisioTpaHCnaHTaLuio CTBOIOBbIX KIIETOK U
NPYMEeHeHNe MOHOK/TOHaUTbHbIX aHTUTEN.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

Pak nerkoro

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
usyunte rnyéxe 3aiimutecb nonynaumm:
npodunakTukom 7/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIOLLEi, ykasaHHO BamMu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
BAT3 rs3117582 AIA 1.00 8% noATBepXxaeHo 18978787
CHRNA3 rs1051730 L/, 1.00 T 38% noAaTBepXaeHo 18385676
TERT rs2736100 A/l 1.07 LL 53% noATBepXaeHo 18978790

Onpe,qeneHMe ITUX TEPMUHOB Haxo4WNTCA B r10CCapumn B KOHLE AOKYMEHTa

Uto MHe cneayeT npeanpuUHATL?

o pesynsratam reHeTU4eckux I/ICCJ'Iep,OBaHI/IIZ cTeneHb npegpacnosioXXeHHOCTU K paky /1erkoro y Bac COOTBETCTBYET cpe,quﬁ
no nonynsumm. 3To He AAeT OCHOBaHWIA A1 TOYHOrO BbIBOAA O TOM, YTO Y Bac Korga-mbo BO3HUKHET pak nerkoro. Hambonee
3Ha4YnMbIM CbaKTODOM PUCKa pa3BUTNA paka J1Ierkoro ABnAeTcA TabayHblin AObIM, NO3TOMY €CTb CMbIC/1 OTKa3aTbCA OT CUrapeT
(PMID: 17873159, PMID: 19107428).
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

FeHeTUUYECKUW 0630p

[onroe BpemMs cumTaniocb, YTO pa3BUTUE paKa JIErkoro CBs3aHO B OCHOBHOM C BO3AeNCcTBMEM TabayHoro gbima (PMID
3826460). OgHako, HeCMOTpsI Ha TO, YTO 90% c/lyyaeB paka /1Ierkoro BO3HUKaET y KypW/bLUUKOB, TOMIbKO 10-15%
KYPW/IbLUMKOB 3a60/1€BalOT Ha MPOTSHXKEHUN CBOEN XMU3HM. Kpome Toro, no npnbnunsnTenbHbiM oueHkaM, 10-15% Bcex
CMepTesibHbIX MCXOA0B OT paka SIErkoro COCTaBAAT C/yvan pa3BuTKA 3TOro 3ab60s1eBaHns y Niogel, HAKOrga He KypuBLUNX
(PMID 18788891). Bo3amM0OXHO€E BNNsIHME TEHETUYECKNX (PaKkTOPOB B pa3BuTHE paka J1erkoro NoATBepXaatoT pesynsrarbl
nccnefoBaHUn NauMeHToB C OTAMOLEHHbIM CeEMeiHbIM aHaMHe30M Mo 3TOMy 3ab6oneBaHunio. MNokas3aHo, YTO U 415 KYPALUX,
N ANS HEKYPSLMX CEMEliHbI aHaMHe3 paka N1erkoro BABoe NoBbilWaeT puck 3abonesaHns (PMID 16160696). XoTs Takoi
YPOBEHb pUCKA MOXET OTpakaTb B/IMSIHWE HE TO/IbKO TEHETUYECKUX, HO U BHELLIHECPeOoBbIX (hakTopoB, 06LWMX 415 YIEHOB
CeMbW, YCTAHOB/IEHO, YTO Y AETEW, poanTenein n cnbcos (POAHbIX BpaTbeB 1 cecTep) 60MbHbLIX - PUCK paka ferkoro Bbille no
CpaBHEHMIO C cynpyramu, Y4To npegnonaraeT yyacTme reHeTUYeCcKoro KOMMOHeHTa. Pak Nerkoro passrMBaeTcs Takke B paMKax
HEKOTOPbIX peaKnx HacneACTBEHHbIX OMyX0/ieBbIX CUHAPOMOB, NPY KOTOPbIX OMYX0AN BO3HUKAKT Apyrnx opraHax (PMID
19005198, PMID 3568432, PMID 9438005, PMID 12802680). HakoHeL, HECMOTpPS Ha OTCYTCTBME MAEHTUPMLMPOBAHHbIX
BbICOKONEHETPAaHTHbIX FeHOB, CBA3aHHbLIX C Pa3BUTUEM paka S1erkoro (Mrpatowmux NpuMepHO Takyto e posb, kak BRCAL

B Pa3BUTWM paka MOJIOYHOI xenesbl), B nccnegoBaHnm 52 cemeil, B KOTOPbIX OTMeYatoTCs clyyau 3abonesaHusl, 6binia
BbIsiB/IEHA 06/1aCTb Ha 6- XpoMocoMe, NPeAnoNoXUTEbHO coaepxallas Takoi reH (PMID 15272417, PMID 19351763).

B Halueli nabopaTopumn NPOBOAMUTCA TECTMPOBAaHME Ha Hannuve 4 reHeTUYeCcKnx BapryaHToB, KOTOpble CBA3aHbl C HEOObLLON
MoAvdmnkaumeli o6LLero prcka pa3BUTUS paka SIerkoro 1 TakMm 06pa3om MOryT paccMaTpuBaTbCs B KauecTse asienei
HEBbICOKOV CTeneHn NpeapacnonoXeHHOCTH.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKNE XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHusAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWIA TECT MOXET UCMOMb30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsX U He

[0/MKEH NCNOMb30BAaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1M60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLUMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

Pak nérkoro (6pOHXOreHHbIn pak, 6poHXOreHHas KapLMHOMa) - 3/10Kka4eCcTBEHHOE HOBOOGpa3oBaHme NErkoro,
NpoVCXoAsLLee U3 aNUTENMasbHON TKaHN 6POHXO0B Pa3/IMYHOro Kambpa. B 3aBucMMOCTM OT MecTa NnosiBfeHns
noapasfensieTcs Ha LeHTpasibHbIl 1 nepudepryeckmii.

MpuyrHbI paka MErkoro ABMAAKTCA KaK 3K30reHHbIMMW, Tak U SHAOreHHbIMU. Hanbonbluee 3Ha4YeHne UMEIOT 3K30TeHHble
hakTopbI:

. KypeHue

. 3arpsa3sHeHne BO3p,yLLIHOVI cpeabl KaHUeporeHHbIMM BellecTBamMmm

. BO3/eliCTBME PaIMOaKTUBHbLIX 3/IEMEHTOB, B YaCTHOCTY, pagoHa

K aHOoreHHbIM thaktopaM OTHOCUTCSH reHeTu4eckas npeapacronoXeHHOCTb.

mcrtonornyeckasn xapakrepyucTmka paka JIErkoro OoCTaToYHO YC/I0BHA, MOCKO/bKY K/TMHUYECKOEe TeYeHne MOXET CUTbHO
pasnuuartbca gaxe 4151 ONyX0ei ¢ 0ANHAKOBOW CTPYKTYpPOi. MeanieHHee BCero pacTét andhepeHUMpoBaHHbIit
M/IOCKOKNETOUHBIN pak; ANna HegnddepeHLMpoBaHHOMO paka XxapakTepHo ObICTPoe TeyeHne C 06LUNPHbLIM
MeTacTasupoBaHmeM. MenkoKIeTOUHbIV pak NErkoro NPUHaANEXUT K UACNY CaMbIX 3/10KAYECTBEHHbIX onyxonei. OH
OT/IMYAETCA KOPOTKAM aHaMHE30M, CKPbITbIM U BbICTPbIM NPOTEKaHWEM, paHHUM MeTacTa3MpoBaHMeM, MN/I0XUM NPOrHO30M.
Pak nérkoro metactasupyet TpeMsa nyTamu: IMMAOreHHbIM, reMaTtoreHHbIM 1 UMNNaHTaunoHHbIM. KnnHnyeckne nposisieHus
paka Nérkoro CyLLeCcTBEHHO 3aBUCAT OT I0Kan3auum nepBUYHOrO ONyxoeBoro y3na.

LleHTpasnbHbIli pak nérkoro. Onyxonb, NPOUCXoAALLAs U3 C/IM3NCTON 060/104KM KPYNHOTO BpoHXa, NPosBASeT ce6s A0BO/IbHO
paHo. Mpu CBOEM poCTe OHa BbI3bIBAET HapYyLUEeHe BPOHXMAIbHON NPOXOAMMOCTU Y BEHTUAALMM CETMEHTA, A0/IN UM BCETO
Nerkoro B BUAE MMNOBEHTUAALMM 1 aTenekTasa. B ganbHelilem npopactas HepBHbIe CTBO/bI 1 NEBPY, ONyX0/lb Bbi3blBAET
60/1eBOI cMHAPOM. Korga onyxonb npopactaeT 6poHX, NOABAAETCA Kalle/lb, BHaYasie Cyxol, 3aTeM CO CBET/I0/ MOKPOTOIA,
MHOrAa C NPUMECHIO KPOBY. BO3HUKaET rMNoBEHTUAALMA CermeHTa IErKOro 1 3atem ero aresiekras.

Mepwudpepryeckunin pak nérkoro. Mepudepnyeckas onyxosib B HAYa/IbHOW CTaAun NpoTeKaeT 6eCCMMNTOMHO BBUAY
OTCYTCTBUA 60NEBbLIX OKOHYaHWI B NEroYHOW TkaHW. B fanbHeliwem onyxonesblil y3en yBenmumBaeTcs, npopacraeTr OpoHxm,
naeBpy 1 cocefHve opraHbl; BNOC/AeACTBMN B LEHTPE ONyX0/M MOTYT BO3HUKHYTb pacnag, v KposoTeyeHue. [Npu pake
NErkoro HabnAalTca cneyoLie MeCcTHble CUMMTOMBI: Kallesb, Bble/ieHne KPOBY C MOKPOTO, OCUMNOCTL rofioca,
CUHAPOM CLaBNMBAHUS ONYXO/blo BEPXHEN MO0l BEHbI M CMELLEHUS CPeOCTEHUS, CUMMNTOMbI NPOPaCcCTaHNs ONyXosblo
cocefHVX opraHoB. Mpu pakoBoM NfeBpuUTe NpUcoeanHAETCA CUHAPOM CAABNMBaHUSA NETKOro akccyaaToMm. K obLwmm
CMMMTOMaM OTHOCATCA 0bLee yxyALleHne COCTOAHUS OpraHn3mMa, XxapakTepHoe A1 PasBUTUA 3/10Ka4eCTBEHHbIX OMyXoseii:
WHTOKCKKaUWS, oAbllLKa, c/1abocTb, NOTeps Beca, NoBbIleHNe Temneparypbl Tena. 4nsa paka Nérkoro o6aBnsrTcs Takke
HapyLleHne obMeHa Kanbums, AepMmaTuT n gechopManysa nasbLes no Tuny «6apadaHHbIX Nasioyeks.

MporHos:

B cnyyae HeneueHHoro paka nérkoro norn6aet Ao 90% 60/bHbIX B TEHEHNE 2 /1IET C MOMEHTa YCTaHOBNEHUS AnarHosa.

Mpun ncnonb3oBaHMN XUPYPrMYECKOro METOA4A MOXHO A0CTMYb 30%-i BbDKMBAEMOCTM 6O/bHBLIX B TedeHme 5 nieT. PaHHee
06HapyXeHve onyxonun No3BOSET MNOBbICUTb LLAHCHI HA U3NTeYeHne.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

MenaHomMma

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
usyunte rnyéxe 3aiimutecb nonynaumm:
npodunakTukom 1.9/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,vu/l4 MapKep5
MC1R rs1805007 Li/LL 1.00 T 12% noATBepXxaeHo 18488027
TYR rs1126809 rr 1.00 A 22% noAaTBepXaeHo 18488027
PIGU rs910873 L/, 1.00 T 8% OTHOCUTENLHO 18488026
TYRP1 rs1408799 Li/L, 1.32 LL 69% OTHOCUTE/TbHO 18488027

OnpeaeneHne aTuX TEPMUHOB HAXOAWTCS B [10CCAPUU B KOHLLE AOKYMEHTA

Uto MHe cneayeT npeanpuUHATL?

Mo pesynsrartam reHeTUYeCcKNX nccnefoBaHunii Ball reHeTUYecknini Npot/ib B OTHOLLEHUW pyUcKa 3a60n1eBaHNs MenaHoMoil
ABNSAETCA TUMUYHLIM A5 06LLei nonynsauun. 3To He faeT OCHOBaHWI AN15 TOYHOTO BbIBOAA O TOM, UTO Bbl 3aboseeTe
MenaHomoli. OCHOBHbIM BHeLLHeCPeAoBbIM (PakTOpoM pucka MesilaHOMbI IBNSETCA BO3AeNCcTBue ynsTpatnoneToBoro
n3nyyerms (PMID: 15721476, PMID: 19254665). Mo3ToMy HE06X04MMO NPOSBAATE OCMOTPUTESIbHOCTL NP NPebbiBaHNM Ha
COJIHLE: He BbIXOAUTb 6e3 rOfIOBHOMO y6opa, Nonb30BaTbCsA COMHLE3ALUUTHBIMU CPEACTBAMY, 3aKPbIBAThL TE0 0AEXA0N 1
nsberatb NpebbiBaHNS Ha cosHUe ¢ 10 Ao 16 YacoB AHS.

FeHeTM4YeCcKu o630p

leHeTuyeckme mapkepbl MenaHoMbl NPUHATO AE/UTb Ha [iBE KaTeropumn — pefkne MyTauny BbICOKOro pycka U 4acTo
BCTpeyaroLwmnecs annenv npespacnonoXeHHOCTH, CBA3aHHble C 60/1ee HU3KMM PUCKOM pasBuUTUSA menaHombl (PMID
19095153, PMID 16297704). Pefkne MyTaumy B BbICOKONEHETPAHTHbIX reHax (Hanpumep, CDKN2A nan CDK4) npuBogsat
K pasBuTHIO CEMEHbIX hOPM MeflaHOMbI, NPU KOTOPbIX 3a60n1eBaHne BO3HUKAET Y YIEHOB OAHOM ceMbu. B TO e Bpems
Ha/IM4YMeM U3BECTHbIX MyTaLMil BbICOKOTO pUCKa MOXHO 06BbSACHUTL NULLbL HEGOMbLUYIO A0 BCEX CNyYaeB MenaHoMbI.
Mpeanonaraercs, YTO reHETUYECKMIA PUCK Pa3BUTUS MeaHOMbl CBSA3aH C MHOXECTBOM 60/1ee pacnpoCTpaHeHHbIX annenei
npeapacnosioXeHHOCTU, KaKaas U3 KOTOPbIX B OTAEIbHOCTM CcOo34aeT HeGOMbLUYIO A0 pUCKa.

B Hawleli nabopaTtopvmn NPOBOAMUTCA TECTMPOBaHME Ha Hannyve 4 MapkepoB HEBbLICOKOW CTeNeHn pucka - annenei
npeapacnosioKeHHOCTN K MeNaHoMe.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBePXAeEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuniickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMOb30BaTbCs UCK/THOUNTENBHO B KNIMHUYECKUX LIeNsxX U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLMMK
KOHCynbTaHTaMu no TenedoHy 8-800-444-36-39 1im ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

MenaHomMma — 3/10Ka4eCTBEHHasi ONyxo/b, pa3BMBatoLLAACA N3 Me/TaHOUUTOB — MUITMEHTHbIX KNEeTOK, NPOAYLMPYOLLNX
MesniaHuHbI. MNpenMyLLECTBEHHO SIOKANIM3YETCH B KOXE, pexe — ceTyarke rnasa, Cm3ncTbix 060/104kax (nonocTb pra,
Bnarasmile, npsmas kuwka). OgHa 13 Hambosee onacHbIX 3/10Kka4eCTBEHHbIX ONyXosieli YenoBeka, 4acTo peunansnpytoLas
1 MeTacTasupyrowasn MMMEOreHHbIM Y reMaToreHHbIM MyTEM MoYTU BO BCe opraHbl. KonnyecTBo 3aperncTprpoBaHHbIX HOBbIX
c/lyvaeB exerofgHo nosbiwaetcs. Mo gaHHbIM BO3, exxerogHo BO BCeM MUpe pernctpupyercs npubnmauntensHo 48 000
CMepTeil, CBA3aHHbIX C MenaHoMmol. B 1998 1. B Poccum 6bI/10 3aperncTpMpoBaHo NoYTu 6 TbIC. HOBbIX Cly4YaeB MeiaHOMbl,
a B cpegHeM 3ab6oneBaeMocTb cocTasnsieT 4,1 cnyydas Ha 100000 HaceneHusi. B 2002 r. B Poccumn 6b110 BbISIB/IEHO Yxe 6606
HOBbIX C/ly4aeB MesiaHOMbl KoK, Hanbosbluasa 3abonesaeMocTb OTMeYeHa B Bo3pacTte 75---84 niet. B nporpamme SEER
(The Surveillance, Epidemiology, and End Results) oTmevaeTcsi, Uto 3a60/1€BaeMOCTb MeflaHOMOW Bo3pocna Ha 600 % ¢
1950 no 2000 rr.

PakKTopbl prUcKa 1 NPUYMHbI

. MeHOTUN — 6enasi Koxa, cBeT/ible (roNy6ble) rnasa, CBET/IblIe BOIOChI Y PO30BbIE BECHYLUKM.

. Hanuune B aHaMHe3e CO/THEUHbIX 0XOroB. Npyn 3TOM faxe Te U3 HUX (0XOru), KOTopbIe BbI/IN NONYYEHbI B AETCKOM,
NoApPOCTKOBOM M FOHOLLECKOM BO3pacTe MOTYT CbirpaTb POKOBYIO PO/ib B Pa3BUTUM OMYyX0/W B NOCMeAYOLME TOfbl.

. M36bITOUHOE BO3AEeCTBUE YNLTPadnoNeToBOro U3Ty4eHns — Aaxe UCKYCCTBEHHOMO B COMAPUN.

. CVHAPOM AMCNAACTUYECKOrO HeBYyCa UM aTUnUYeckue POAUHKN.

. [HacnepctBeHHOCTb — ceMeliHbIi aHaMHe3 MenaHoMbl. HapylieHne dhyHKLuK cynpeccopoB OMyxos1ieBoro pocTa,

OfHUM 13 KOoTopbIX ABnseTca CDKN2A, nokyc xpoMocombl 9p21, koampytowmin 6enkun p1l6é n pl4ARF 1 BTOpoil — reH
CDKA4 (cyclin-dependent kinase 4) ¢ nokanusauueii B xpomocome 12q14.

. Heycbl — Mo gaHHbIM HAW oHkonorum um. npodp. H. H. MeTposa, cpean 60/1bHbIX C YCTaHOBAEHHBIM (hOHOM
A5l pa3BUTUSA MenaHoMbl Obl Ha3BaHbl CNeayoLIMe TUMbl HEBYCOB: C/IOXHbIN (45 %), norpaHnyHbii (34 %),
UHTpagepMasnbHblii (16 %), rony6oii HeByc (3,2 %). Mpu aToM 70 % HEeBYCOB ObINM pacLieHeHbl kak BpoXaeHHble, a 30
% — Kak NpuobpeTEHHbIE.

. dakTop MHOXECTBEHHOCTM HeBYycOB (6onee 50) yBenimumBaeT pUcK pa3BuTus MenaHoMbl.
. MurmeHTHasA Kcepogepma.

. JINYHBIA aHaMHe3 MenaHoMbI.

. Bo3spacT ctapLue 50 neT.

. My>xcKoli non.

OTHOCUTENbHbIN PUCK Pa3BUTUA MeNaHOMbI CBSi3aH C (DOTOTUMOM KOXM. [pn 3TOM Hanbonee nogBepPXeHb! K PasBUTUIO
onyxonu nuua c | u Il dototunom u HaumeHee ¢ V 1 VI, 0gHaKo NOMHOCTbIO HE UCK/IIOYAET Y HUX BEPOSATHOCTb 6OMIE3HM.
Hwxe npusefeHbl DOTOTUNMbI KOXW C COOTBETCTBYIOLMMY TUMUYHBIMW peakuusiMm Ha 06/1yveHre

|. CoMHeuYHbI OXOr BCerga BO3HUKaET nocsie kpaTtkoBpeMeHHOoro (30 MUH.) NpebbiBaHNS Ha COMHLUE; 3arap HUKOr4a He
npruobpertaerca

II. ConHeyHble 0XOrv BO3HUKAOT JIETKO; 3arap BO3MOXEH, XOTH U C TPYAOM

[1l. BO3MOXHbI HE3HAUMTE/bHbIE OXOrM; Pa3BMBaETCA XOPOLUWI POBHBINA 3arap

IV. Hukorga He 6bIBaeT CO/THEUHBIX 0XOr0B; /IErKO BO3HUKAET 3arap

V. Cmyrnas oT npupoapbl Koxa

VI. YépHas koxa BbixogueB ¢ AQpUKaAHCKOro KOHTUHEHTa

Mogo3peHve Ha menaHomy

B 60/1bLUMHCTBE C/ly4aeB HEBO3MOXHO ONpefeNnnTb He BOOPYXXEHHbIM 1/1a30M TUM HeByca (POAMHKM). BaxkHO, o4Hako,
BOBpPEMS 3aMeTUTb U3MEHEHMS, KOTOPbIE MOTYT XapakTepu3oBaTb 03/10KavecTBieHne. TakuMu usMeHeHuamn eyayT:
1. UyscTBO 3yAa B 061actu HeByca

2. BbinageHue BONOC C ero NoBepxHoCcTu

3. lameHeHue uBeTa

4. VI3ba3BneHue

5. ¥YBenuueHwve pasmepa

6. I3aMeHeHre ouepTaHuii POAUHKN

© 2011 Genex. Bce npaBa 3aLuLLeHbl. 3aseaytowuii naboparopueii: Joktop James R. Nickel, MD Homep CLIA: 05D1092505 Bepcus: 1.0
4045 Sorrento Valley Blvd., San Diego, CA 92121 CrtpaHuua # 39
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7. Vicue3HoBeHWEe NCUYEPYEHHOCTH KOXW B 061acTu HeByca

8. KpoBoTeueHue ¢ ero NnoBepxHOCTH

9. ¥351006pa3oBaHmne

MporHos

KneTouHblil cocTaB MeNnaHoMbl He BIMSIET HA KNIMHUYECKOE TeyeHne OMnyxoneBoro npoLecca, 04Hako Takme npr3sHaku,

KaK MUTOTUYECKUIA MHAEKC, YPOBEHb HBA3NW B ePMY, U3bsA3B/IEHWNE N HEKOTOPbIE ApYrve, UMEKT NPOrHOCTUYECKoe
3HaueHue. [Ny6buHa HBa3MM MenaHoMbl OCTAETCA OCHOBHBLIM NPOrHOCTUYECKMM MNokKa3arenem. Ha 3ToM OCHOBaH pacyét
NATUNETHEN BbDKMBAEMOCTH 60MbHBIX C 3TUM HOBOOOPa3oBaHNEM. HeMasioBaXKHYHO PO/ib UrPaKoT Takke BO3pacT 1 Nnon
60/1IbHOr0 (KEHLLMHBI MUMEIOT MIYULINIA MPOrHO3), NoKanu3aumsa onyxonu, nopaxeHne numpaTtuyecknx y3nos, a Takke Hannune
onyxonesbIX reHoB cynpeccopos (CDKN2A, CDK4) n nponudepatvsHbix Mmapkepos (PCNA, Ki-67)
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PaccesiHHbIVi CKnepos

leHeTvKa:
usyuuTe rnyoxe

O6pa3 XN3HK:
3aiimutecb
npodunakTukom

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

Puck B gaHHoi

nonynauun:
0.2/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun

CBOE XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
HLA rs3135388 LyLL 1.00 T 19% NOATBEPXAEHO 17660530
IL2RA rs12722489 Al 1.25 r 83% noAaTBepXaeHo 17660530
IL7TRA rs6897932 T/L, 1.18 LL 76% noATBepXaeHo 17660530
ANKRD15 rs10975200 AIA 1.00 r 16% OTHOCUTE/IbHO 17660530
CBLB rs12487066 T4, 1.09 T 68% OTHOCUTESIbHO 17660530
CD58 rs12044852 Li/LL 1.54 LL 87% OTHOCUTESIbHO 17660530
EVIS rs10735781 L/, 1.00 r 34% OTHOCUTENLHO 17660530
FAMG9A rs11164838 L/ 1.23 Ll 57% OTHOCUTENbHO 17660530
KIF1B rs10492972 TIT 1.00 LL 34% OTHOCUTE/IbHO 18997785
KLRB1 rs4763655 AIA 1.21 A 33% OTHOCUTESIbHO 17660530
PDE4B rs1321172 r/y, 1.08 r 55% OTHOCUTENLHO 17660530

OnpefeneHne aTuX TEPMUHOB HAXOAWUTCS B [/10CCAPUM B KOHLE JOKYMEHTA

UTo MHe cnepyeT NpeAnpuHATL?
Mo pesynbratam reHeETUYECKMNX CCNe0BaHWii cCTeneHb NPeapacno/ioXeHHOCTU K pacCessHHOMY CK1epo3y y Bac
COOTBETCTBYET cpeaHeli no nonynauun. CoxpaHeHMO XOPOLLIEro 310p0Bbs CNOCO6CTBYET cO6t0AeHME cObaniaHCMPOBaHHOIO

pexumMa NUTaHns 1 IM3NYECKNX Harpy3oK, a TaKkke PerysisipHoe NnoceLLeHre Bpaya.
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FeHeTUUYECKUW 0630p

PaccesiHHbIli cknepos (PC) — 3a6oneBaHne, KOTOPOe HEPEAKO HOCUT CEMENHbIN XapakTep, YTO yKa3blBAET Ha BO3MOXHOE
yyacTue reHeTu4ecknx oakTopoB B pa3BuUTUM 3ab60s1eBaHns. XOpOoLLO N3BECTHA POsb B NPeAPacrnonNOXeHHOCTU K pa3BUTUL0
PC reHeTuuecknx nameHeHuii B riaBHOM KoMnekce rmcrocoemectumocTy (FKIFC), nokanmsoBaHHOM Ha 6-ii XpOMOCOME,
No3TOMY Halla slabopaTopusi NPOBOAUT TECTbI HA PSS reHeTUYeCKUX MapkepoB B 3Tol o6n1acTn. CBA3b APYrMX reHoB C

PC meHee nsyyeHa, 0fHaKo Mbl NPOBOAMM UCC/IEA0BaHUSA, KaK Ha NOATBEPXKAEHHbIE TeHeTUYEeCKMe MapKepbl, Tak 1 Ha

PS4, HOBbIX FEHOB, MAEHTU(ULMPOBAHHbIX B X04e NocneHnxX uccnepgosaHuii. intepecHo, 4to PC 3HaunTenbHO vatle
BCTpeyaeTcs y 1L, eBPONeouAHOro NPOUCXOXAEHUS, XOTS 3TOT dhakT MOXET 0OBACHATLCA HA/IMYMEM OBLLMX FEeHETUYECKNX
UM cpefoBbix hakTopoB. V13-3a 0THOCMTENBHON PeKOCTM Pa3BUTUSI 3TOTO 3a60/1eBaHMSA B STHUYECKMX rpynnax, He
OTHOCSLLMXCS K €BPOMENCKOI Nnonynsaummn, He4oCTaTouHO U3yYeHbl 0COBEHHOCTM BO3HUKHOBEHUS M TedeHns PC y nuy,
apnKaHCKoro 1y a3vaTckoro NPOUCXoXAeHUs. B cuny aToro Ha cerogHsa AOCTYMHbI JIMLWb AaHHble U3yYeHUs 60MbLUMX
KOropT NauueHTOB eBPONEOUAHOI0 NPOUCXOXAEHUS. TeHeTnYeckue hakTopbl puUcka, BbiSBAseMble y nnL, 6enoii packl, MoryT
pacnpocTpaHATLCS U Ha NpeAcTaBuTeneld Apyrux sSTHUYECKUX rpynm, OfHaKo foKa3aTeNbCTBa 3TOro OTCYTCTBYHOT. Kpome
TOr0, XOpPOLLO U3YYEHHOW ABASETCA NWLb Hanbonee pacnpocTpaHeHHas (pemutupytoLLas) popma PC, N0O3TOMY NpakTU4ecku
BCS NpefcTaBfieHHas 34ecb MHhopMaLms OTHOCUTCS K peMuTupytoLLeil dhopme paccesiHHOro ckieposa.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMO/b30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOb30BaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTUETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

PaccesiHHbIV CKNnepo3 — XpOHMYeCcKoe nporpeccupylollee ayToMMMyHHoe 3aboneBaHune, npy KOTOPOM nopaxaeTcs
MMennHoBasi 060/104Ka HEPBHbIX BOSIOKOH FOSIOBHOMO U CMIMHHOTO MO3ra. XOTSi B PA3roBOPHON peyumn «CKiepo3omM» 4acTto
Ha3blBatOT HapyLLUeHVe NamMsaT B NOXWIOM BO3pacTe, Ha3BaHNe «pacCesHHbIi CK1epo3» He UMEET OTHOLLEHWS HU K
CTapyecKoMy «CKNepo3y», HN K paCCESAHHOCTY BHUMaHus. CBOe Ha3BaHue 60/1e3Hb NoNy4Ynna us-3a CBoei OTIMUMTeNIbHO
naTonoroaHaTOMUYeCKo 0COBEHHOCTUW: HANMUKA PaCCESAHHBIX NO BCEN LIeHTPasIbHOW HEPBHOI cucteme 6e3 onpefeneHHol
floKkanmsauuy o4aroB Ck/ieposa — 3aMeHbl HOpMasibHON HEPBHOW TKaHW Ha COefMHUTENbHYIO TKaHb.

3abonieBaHne BO3HUKAET B MOSIOA0M U cpeaHeM Bo3pacTe (15 — 40 net). Ha faHHbI MOMEHT U3BECTHbI C/lyYau BbISBAIEHUS
3TOoro 3aboneBaHns y aetei Tpex net u ctapiue. OCob6eHHOCTbI0 60/1e3HN ABNSETCA OAHOBPEMEHHOE NOPaXeHWe HECKObKNX
pasnuuHbIX OTAEN0B HEPBHOWN CUCTEMbI, YTO MPUBOAUT K NOSABAIEHUIO Y 60NbHBIX pa3HO06pa3HbIX HEBPOOTMYECKNX
cumnToMoB. Mopchonornyeckoli OCHOBOW 60/1€3HN ABNSETCA 06pa3oBaHMe Tak HasblBaeMbIX BAALLIEK PACCEAHHOrO CKneposa
— 04aroB paspyLUeHns MuenuHa (gemMmvennHmsanms) 6en1oro BeLwwecTsa roJlIoBHOO U CNMHHOMO MO3ra.

PaccesiHHbIli cknepo3 — [0BOJIbHO pacnpocTpaHéHHoe 3abonesaHne. B Mype HacuMTbIBaeTCA 0KOMNO 2 MAH 60/bHbIX
paccesHHbIM ckniepo3oM, B Poccun — 6onee 200 Toic. B psge pernoHos Poccuy 3a60/1eBaeMOCTb pacCessHHbIM CK/1epo30M
[OBOJIbHO BbICOKasA 1 HaxoauTca B npefenax 20 — 40 cnydvaes Ha 100 Tbic. HaceneHus. B KpynHbIX NPOMbILLIEHHbIX
palioHax 1 ropogax oHa BbilUe.

PaccesiHHbIli ckepo3 06bIYHO BO3HMKAET B BO3pAcTe OKO/0 Tpuauath NeT, HO MOXEeT BCTpeyaTbes Uy aeTell. NepBuyHo-
nporpeccrpytowasn dopma yalle BCTpeyaeTcs B BO3pacTe 0Kos0 50-Tu sieT. Kak MHOrve ayTOMMMYHHble 3a60/1eBaHuns,
paccesiHHbI CKNepos yalle BCTpeyaeTcs Y XEHLMH N HAYMHAETCS Y HUX B cpefHeM Ha 1 — 2 rofla paHblue, B TO BpeMs Kak
Yy MY)XX4YUH npeobnagaeT HebnaronpuaTHaa nporpeccupytoas goopma teyeHns 3abonesaHus.

Puck pa3BuTus paccesiHHOro ckjliepo3a CBS3aH He TOSIbKO C MECTOM MPOXMBAHUSA, HO U NPUHAASIEXHOCTbIO K onpeaen&HHoi
pace, aTHMYeckoii rpynne. B 6onblueli cTeneHn 601e3Hb pacnpocTpaHeHa cpeam noaeli eBponeonaHol packl. PaccesiHHbI
CKNepo3 peako BcTpeyaeTcs B AnoHun, Kopee, Kutae: ot 2 go 6 cnydaes Ha 100 TbiC. HaceneHus

MpuyrHa BO3HMKHOBEHUSI PACCESHHOIO CK/1Iepo3a TOYHO He BbisiCHeHa. Ha cerofHALLHWIA AeHb Hanbonee 06LLenpuHATbIM
ABNSAETCA MHEHME, YTO pacCesHHbIN CK1ep03 MOXET BO3HUKHYTL B pe3y/bTaTe COYETaHUs y YesioBeka psga
He61aronpUATHBIX BHELLHWX U BHYTPEHHUX dhakTopoBs. K HebnaronpuaTHbIM BHELLHUM (hakTopam OTHOCATCS YacTble
BMpPYCHbIE N 6akTeprasibHble MHPEKLUN; BIMSAHNE TOKCUYECKUX BELLECTB U paguauus (B T. Y. COIHeYHas); 0CO6eHHOCTH
NUTaHNs; reo3KoornMyecKkoe MecTo NPoXMBaHNUsA, 0COBEHHO BENTUKO €ro B/IUSIHWE Ha OpraHn3m AeTeit; TpaBMbl; YacTble
CTpeccoBble cuTyauuu. MeHeTnyeckas NpeapacrnonoXeHHOCTb K pacCessHHOMY CK/1epo3y, BEPOATHO, CBA3aHa C COYeTaHNeM y
[aHHOro HAMBUAYYMA HECKOMbKMX reHOB, 00YC/TOBNNBAIOLLMX HApYLLEHNS, NPeXAe BCEro B cMcteMe MMMYHOPErynsuuu.

B HacTosLlee BpemMs He BbI3bIBAET COMHEHUSA HaIMUYMe Npy paccessHHOM CK/iepo3e npoLecca pemMmnennHmsaumm
OOHOBPEMEHHO C AeMunenuHu3auvein. B nepByio ouepelb 3T0 NPOUCXOAUT MO Kpasim akTMBHOI 6nsLuku. MNpouecc
peMuenuHu3aLmm oYeHb Mea/IeHHbIN 1 ewwé 6onee 3amMmeaISeTCA N0 Mepe yBeNMYeHus 4IMTeNbHOCTY 3a601eBaHus.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

NHcpapKT Mruokapaa

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
BeauTe 3aiimutecb nonynaumm:
340pOBbIii 06pas3 npodunakTukom 19/100

XU3HU 3ab6oneloT AaHHo

naToniormeii B Te4eHnmn
CBOE XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IEeAYIOLLE, ykasaHHOI Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
CXCL12 rs1746048 L/, 1.37 LL 85% noATBepXaeHo 19198609
Intergenic_1p13 rs646776 L/, 1.00 T 75% noAaTBepXaeHo 19198609
Intergenic_21qg22 rs9982601 L/, 1.00 T 21% noATBepXaeHo 19198609
Intergenic_9p21 rs10757278 AIA 1.00 r 50% NoATBEPXAEHO 17478679
MIA3 rs17465637 AIA 1.00 LL 27% noATBepPXAeHO 19198609
PCSK9 rs11206510 TIT 1.32 T 84% noATBepXaeHo 19198609
PHACTR1 rs12526453 L/, 1.25 LL 63% noATBepXaeHo 19198609
SH2B3 rs3184504 L/ 1.00 T 44% noATBepXaeHo 19198610
WDR12 rs6725887 TIT 1.00 LL 16% noATBepXaeHo 19198609
OR13G1 rs1151640 rir 1.40 r 46% OTHOCUTESIbHO 16175505
PRR4 rs1376251 L/, 1.58 LL 65% OTHOCUTENLHO 16175505

OnpefeneHne aTuX TEPMUHOB HAXOAWUTCS B [/10CCAPUM B KOHLE JOKYMEHTA

UTo MHe cnepyeT NpeAnpuHATL?

Mo pesynsTatam reHeTMyeckoro obcneoBaHnsa y Bac oTcyTcTByeT NpeapacnofioXeHHOCTb K pasBUTUIO MHpapKTa Mmnokapaa.
Bonee BaxkHy0 po/ib B OTHOLLEHNM pUCKa pa3BuTus y Bac atoro 3aboneBaHms MOryT urpatb gpyrme ddaktopbl. CoxpaHeHuto
300pOBbS CMOCOOCTBYET paLUMOHa/IbHOE MUTaHME C HU3KMM COLEPXKAHNEM XMPOB, akTUBHbIA 06pa3s X13HW U perynspHoe
MeguuUuHCKoe obcnenoBaHue.
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FeHeTUUYECKUW 0530p

Okono 90% cnyyaeB MHapKTa MMoKapaa 00yC/10B/IEHbI aTEPOCK/IEPO30M KOPOHAPHbIX apTepuii (CM. Takke Miemuyeckas
605e3Hb cepaLa), ABNALWMMCS CI0KHbIM NOSIMTEeHHbIM 3aboneBaHneM. K TMNNYHbIM hakTopam prUcka OTHOCATCSA
OTArOLLEHHBIN CepAeYHOCOCYANCTbIN aHaMHe3 (CTEHOKapAUS, UHCYILT, KOPOHAPHbIM aTepoCKNepos), KypeHne, NoBbILLEHHbIT
YPOBEHb X0NecTepuHa u TpUrIMLEPUAO0B B KPOBU, CaxapHblil AnabeT, rMnepToHUs, OXnpeHre, 3noynotpebneHve askoronem,
XPOHWYECKMNIA CTPece, rMnoguHammns, HelocTaTouHoe nNuTaHue, NoXuoli Bo3pacT. Puck MHdapkTa MMokapaa Bo3pacrtaert
Takke Npu Ha/IM4Mmn reHeTUYecKMx hakTopoB NPeApPacnoNOXEHHOCTH, O 3HAYEHUN KOTOPbIX CBUAETENLCTBYET TOT (DAKT,

41O NpumepHo B 15-20% cnyyaeB MHMAPKT BO3HUKAET B OTCYTCTBUE (DAKTOPOB PUCKA, BK/IHOYAIOLLMX 06pa3 XU3HN

1 okpyxatowuyto cpegy (PMID 12928466). Mo gaHHbIM HegaBHUX UCCNEAOBaHNIA, MHOTME FTeHETUYECKME BapuaLun,
CBsi3aHHble C 3a60/1eBaHNEM, NTOKA/IM3YIOTCA B reHax, PerynnpyoLmx npoLeccsl aHA0TeNManbHoM akTMBHOCTH, BOCNa/IEHS,
nunmngHoro obmeHa, Tpomboo6paszoBaHusa 1 ubpuHonmia (PMID 18786860, PMID 16770523). B HacTosiLee Bpems
[0Ka3aHo, YTO BOCNasIeHNe UrpaeT KNYeBYO POSb B pa3BUTMM KOPOHAPHOro aTtepock/ieposa, 06ycoBEHHOM Murpaumei
VMMMYHOLIMTOB 1 [MaAKOMbILLEYHBIX KNETOK COCYA0B Ha CTEHKU apTepUid, YTO NPMBOAWT K Havasly (hOpMUPOBaHUS Ha

HUX aTepocknepoTnyeckmx bnswek (PMID 12490960). MeanaTopamu 3TOro nNpouecca SABASKTCA XeMOATTPaKTaHTbl
(LMTOKMHBI, XEMOKMHbI U UX peLenTopsbl). Bereg 3a aTM NPOMCXoamT BbICBOBOXAEHME (hakTOPOB, YCKOPSAOLLMX POCT
atepocknepoTtudecknx énsawek (PMID 14751814).

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMO/b30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOb30BaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTUETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

NHdpapkT Muokappaa - ato Hekpo3 (rnmbesb) cepaeyHoi MbilLbl, 06YC/IOB/IEHHBIA OCTPLIM HapyLLEHWEM KOPOHAaPHOTO
KpOBOOOpaLLeHVs1 B pe3y/bTaTe HECOOTBETCTBMSA MeXY NOTPEOHOCTLIO CEPAEUHOM MbILLLbl B KNCIOPOAE U €ro AOCTaBKOW K
cepauy.

3a nocnepgHue 20 neT CMEPTHOCTb OT MHpapKTa MUoKapaa y MyynH sospocna Ha 60%. VIHhapKT 3HaumMTesIbHO
nomonogen. Cenvac yxe He pefKoCTb YyBUAETb 3TOT AMarHo3 y TpuauatnneTHux. Noka oH WwaamT XeHwmH Ao 50 neTt, ogHako
NOTOM 3a60/1€BaEMOCTb MH(DAPKTOM Y XEHLUUH CPaBHMBAETCA C 3a60/1€BAEMOCTLIO Y MYXUMH. HhapKT SBASETCA 1 0AHO
13 OCHOBHbIX NPUYNH UHBASIMAHOCTH, & CMEPTHOCTb Cpeaun Bcex 3abonesLlumx coctasnsaet 10-12%.

B 95% cny4yaeB 0CTpOro MH(papkTa MMokapga ero npuYnHoli 6biBaeT TPOMO03 KOPOHAPHOI apTepun B obnacTu
arepock/iepoTuyeckoii 6nawku. MNpu paspbiBe aTepockIepoTUYECcKoi BSLWKKM, ee 3po3umn (06pa3oBaHnm A3Bbl Ha
MOBEPXHOCTU BASALLKK), TPELLMHE BHYTPEHHEN 060/104KM COCyaa Nog, aTepoCKIepOTUYECKON BMALLKOM K MECTY NOBPEeXAEeHNS
npuAunarT TPOMOOUUTBI 1 ApYrue KNeTkn KpoBu. PopMrpyeTcs Tak HasblBaemas «TpoMbounTapHas npobka». OHa
YM/IOTHAETCA U BbICTPO pacTeT B 06bEME M B KOHLLE KOHLOB NepeKkpbiBaeT NPOCBET apTepuun. ITO Ha3bIBAETCS OKK/IHO3UENA.
3anaca k1cnopoga knetkam cepAeyvHoli MbillLpbl, KOTOPbIE NTana nepekpbiTas apTepus, XxBaTuT Ha 10 cekyHa. Ewe okono
30 MVHYT cepAeyHas MbllLLA OCTAETCSH XU3HECNOCOOHO. [0TOM HauYMHaeTcs Npouecc HeobpaTUMbIX U3MEHEHWI cepaeyHol
MbILLLbI U K TPETBEMY-LLECTOMY Yacy OT Havana OKK/I3un (3akyrnopka) cocyga Mbllila cepala Ha aToM yyacTke nornbaer.
MocKoNbKY 60/BLLUMHCTBO CepAeUHbIX NPUCTYMNOB ABASIOTCA CeACTBNEM aTepockieposa, hakTopbl pUcka cepeyHoro
npucTyna v atepock/ieposa B OCHOBHOM AAB/NSAOTCA OAHUMU U TEMU Xe:

CnvLWKOM BbICOKMIT YPOBEHb XONecTepuHa B KpoBU (rnnepxonectepuHemMms)

Hun3kuit yposeHb JIMBI (nMnonpoTens, BbICOKONM NAOTHOCTM), 06bIYHO Ha3bIBAEMbIA "XOPOLUMM X0NeCcTepuHoM"

Bbicokuii ypoBeHb JITTHI (nunonpoTteuns HU3KOM NI0THOCTK), 06bIYHO Ha3biBaeMbIl "NIOXUM X0NecTepnuHoOM"

BbIcoKoe KpoBsiHOe faBrieHne (TMnepToHns)

[Onabet

CewmeliHblil aHaMHe3 3a601eBaHNs KOPOHAPHbIX apTepuii B paHHEM Bo3pacTte

KypeHue

OxupeHne

Hu3kan um3anyeckas akTMBHOCTb

MpepoTtBpalleHue

Bbl MOXETE nocogeiicTBOBaTL NPefoTBPALLEHMNI0 Pa3BUTUA NHhapKTa M1oKapaa, KOHTPOMpYs hakTopbl pucka pasBuTus
arepockneposa. [1151 3Toro Heo6xoAMMO:

. BpocuTb KypUTh.

. Cobntogatb 3[J0POBYIO AMETY: UCKNIOUYMTb U3 paumoHa NPoayKTbl 6orartble Xupamm XXMBOTHOMO NMPOUCXOXAEHNS,
orpaHnuYnTb NoTpebsieHne conu.

. PerynsipHble gnHamudeckue, hmanyeckme Harpysku: 6er, xogbba, nnasaHve, Benocunes.

. YMEHbLNTL B KPOBM YPOBEHb XonectepuHa JIMHM ("naoxoit xonectepuH™), npu He3eKTUBHOCTN ANETbI
HeobxoaAMMO 06paTUTLCS K Bpady Ans nogdopa Tepanmu.

. Hopmanunsosatb umdpbl AL (apTeprasibHOro fasfieHus) nog KOHTPoeM Bpada-kapguosnora.

. Mpwu M36bLITOYHOM Bece Tela He0HX0AMMO CaMOCTOSITE/ILHO UMM NOA, KOHTPO/IEM Bpaya NPOM3BECTU KOPPEKLMIO

o6pasa Xn3Hn (CobaaeHNe HU3KOKaAIOPUIAHONM ANETLI N peXuMa perynsipHbiX hn3nyecknx Harpysok).

© 2011 Genex. Bce npaBa 3aLuLLeHbl. 3aseaytowuii naboparopueii: Joktop James R. Nickel, MD Homep CLIA: 05D1092505 Bepcus: 1.0
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

OxupeHue

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
usyunte rnyéxe 3aiimutecb nonynaumm:
npodunakTukom 29/100

3ab6oneloT AaHHo
natosiormeli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IEeAYIOLLE, ykasaHHOI Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,vu/l4 MapKep5
FTO rs9939609 TT 1.00 A 46% noATBepXaeHo 17434869
MC4R rs17782313 TIT 1.00 LL 26% noAaTBepXaeHo 18454148
INSIG2 rs7566605 u/r 1.29 LL 26% OTHOCUTENLHO 17465681
PCSK1 rs6232 AIA 1.00 r 4% OTHOCUTE/IbHO 18604207

OnpeaeneHne aTuX TEPMUHOB HAXOAWTCS B [10CCAPUU B KOHLLE AOKYMEHTA

Uto MHe cneayeT npeanpuUHATL?

Mo pe3ynbratamM reHeTu4eCcKnx VICCﬂe,L'J,OBaHI/IVI CTeneHb npegpacnosioxKeHHOCTU K OXXNPEHUIO Y BaC COOTBETCTBYET cpep.HeVl
no nonynsaunn. 310 He 03HaYaeT, YTO Y BaC He MOXET BO3HUKHYTb OXMpeHne. BaxxHO nsberarb M36bITOYHOIO Beca ¢
MOMOLLbI0 Pa3yMHOI ANETbI N PEryNsipHbIX (PM3NYECKMX Harpy3oK.

FeHeTUUeCKUii 0630p

Mo Npn6AM3nNTENbHBLIM OLIEHKaM, OCHOBaHHbIM Ha pe3yfbTatax UccrefoBaHuii cemeit, B COCTaBe KOTOPbIX UMEKTCS
61M3HeLbl 1 NPUEMHbIE AETU, A0S HAC/IeACTBEHHbIX (DaKTOPOB B CTPYKTYpE NPeapacnofioEeHHOCTU K OXXMPEHWIO

y yenoBeka cocTaensiet 40%-70%. HekoTopble (DOPMbl OXXMPEHUS, XapaKTepU3yoLWwmnecss CeMenHbIM TUMOM
HacnefoBaHNs N Pe3KO BbIPaXXEHHbIM paHHUM Ha4asIoM B AETCKOM BO3pacTe, 06YC/10B/1eHbI MyTaunsaMn eauHNYHOro
reHa (MOHOreHHoe OXupeHne). OKono 7% THKENbIX DOPM OXMPEHNSA Yy AETE UMEIOT MOHOTEHHYI0 OCHOBY. Hanbonee
pacnpocTpaHeHHas hopMa MOHOTEHHOrO OXUPEHUst cBsi3aHa ¢ MyTaumsammn B reHe MC4R. MpUHATO cunTatb, UTO 3a
Hanbonee pacnpocTpaHeHHbIli (NPOCTO) TUN OXMPEHUST OTBEYAIOT BapnaHTbl B HECKO/IbKMX reHaxX, KaXaas 13 KOTOpbIX

B OTAEe/IbHOCTM co3faeT HebOoNbLUY A0 pucka. BapnaHTbl yMEPEHHOro puUcKa, CBA3aHHbIe C OXXUPeHUeM, bbian
YCMeLwHo naeHTUnUMpoBaHbl B pesynstarte CKpUHUHIa 6onbLimx rpynn (20-50 ThicAY YenoBek) B X04e NOSHOreHOMHbIX
accoumaTuBHbIX MccnegoBaHuii ¢ ncnonb3oBadem HK-umnos, cogepxawmx 300 000 - 500 000 mapkepos AHK. MepBbim
pes3ynsTatom 3TOro NoAxoAa crasia ngeHTnudukaums (B YeTblpex He3aBUCUMbIX NCCnefoBaHusax) reHa FTO, Kak MCTOYHMKA
BapuvaHTOB, MOBbILLAIOLLNX PUCK PA3BUTUSA NPOCTOrO OXMpeHUs. 3HadeHre reHa MC4R, cBA3b KOTOPOro C MOHOTEHHbIM
OXVPEHNEM Y)Xe oTMevanach, 6b1/10 BHOBb MOATBEPXKAEHO OTKPLITUEM €70 accoumaumm ¢ pasBuTmeM NPOCTOro OXMPEeHUs.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa iabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMOb30BaThCs UCK/THOUNTENBHO B KNIMHUYECKUX LIeNsxX U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HWKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMu Mo TenedoHy 8-800-444-36-39 1im ¢ NOMOLLbI0 MHTEPHET caiiTa www.genex.ru.
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OnucaHue 3ab6oneBaHuA

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OXXupeHue - OTNI0XKEHME Xupa, YBe/IMYeHne Macchl Tena 3a CUéT )KI/IpOBOI‘/’I TKaHW. XXnpoBas TKaHb MOXET Hakan/mBaTbCs B

061acT MOJIOYHBIX Xenés, 6eaep, Xmeota.

OXunpeHne AennTcst Ha cteneHn (Mo KoMYecTByY XMPOBOI TKaHWU) U Ha TUMbI (B 3aBUCUMOCTU OT NPUYMH, MPUBEALLMX K Er0
pas3BuTULO). OXMPEHNE BEET K NOBbILEHHOMY PUCKY BO3HWKHOBEHWSI caxapHOro avaberta, rmnepToHNYecKoi 601e3Hu 1

LpYyrux 3a60/1eBaHniA, CBA3AHHBIX C HA/IMUYMEM U36LITOYHOMO Beca. MprUnHbI U36bITKA BECA TaKKe OKas3bIBatOT B/IUSIHWE
Ha nepepacnpegeneHne XMpPoBo TKaHW, XapakTePUCTUKI XMUPOBOIA TKaHU (MSITKOCTb, YNPYTroCTb, MPOLEHT COAePXaHNs

XUAKOCTHW), & TaKkKe Ha NPUCYTCTBME UM OTCYTCTBME N3MEHEHUIA KOXM (PacTshKeHWs], pacluMpeHHbIe Nopbl, Tak Ha3blBaeMblii
KUENIONNT).
Knaccudhmkaums oxmpeHust

LLeHTpaﬂbelM OXUpeHnem Ha3biBaeTcA N36bITOK XNPOBbIX OT/I0XEHWI4 B paﬁOHe Xnporta. Ll,eHTpaanoe oXunpeHune
cuntaeTcs Hambonee onacHbIM BNAOM OXNPEHNA N, NO CTaTUCTUKE, CBA3aHO C NOBbIWEHHbIM PUCKOM pPa3BUTUA

cepaeyHococyancTbiX 3a60/1eBaHuiA, NOBbILIEHHOMO apTepuasibHOTO AAB/EHUS 1 caxapHoro AvabeTa. MNauueHT cunTaeTcs
60/IbHBIM LLEHTPasIbHBIM OXVMPEHUEM, EC/TN OTHOLLEHUE 06beMa Tanumu K 06beMy 6eaep npesbilwaet 0,9 A5 XeHWmMH nnn 1
LNST MYXUUH.

MUBHBLIM XVMBOTOM Ha3bIBAETCS U36GLITOK XXMPOBbIX OT/IOKEHWIA B paiioHe XMBOTA, NPU TOM, YTO B APYTMX YacTsix Tena
XXUPOBBIX OT/TOXEHUIA Mao. MUBHOW XMBOT, MO HE BbIICHEHHBIM A0 KOHLA NPMUYMHAM, Yallle BCTpeyaeTcsl y nofei,

noTpe6soWyX MHOro nuBa. OfHAKO ECTb M TPE3BEHHUKW C TAKUM TUTMIOM OXUPEHUSI.

[NaTonornyeckne TUMbl OXNPEHUS, Kak Npasuio, CBA3aHbl C HApYLLUEeHUAMN B 3HAOKpI/IHHOVI cncrteme 4yesioBeka,

NPUBOAALLMMMW K HAPYLLEHUAM XUPOBOTro 06MeHa.
Mokasatenem onpegeneHnsi M3bbITOYHON Macchl Tena Aensetcs Mnagekc Maccol Tena (MMT) - OTHOLWEHWE MacChbl K pOCTy
n3MepseTcsa B KI/M2 1 paccunTbiBaeTcs No hopmyne:
VMT = m/h2
rae: m - Macca Tefna B kusiorpammax, h - poct B metpax.

NMT aBnsieTcst He6oMbLWIMM ANs XYAbIX N0Aei U yBenuueHHbIM (6oniee 25) ans nogeit, UMerowwmx n3bbIToUHyo Maccy

Tena. IMT He oLeHMBaET KONMYECTBO Xupa 1 Myckynatypy tena. UMT MOXeT KnaccugumumpoBaTth XyA0ro MyCKy/IMCTOro

yenoseka, Kak YenioBeka ¢ N36bITOYHbIM BECOM. DTO U3BECTHbI HegocTaTok dhopmysibl IMT.

Oedwvumnt NMT < 18.5
mMacchl Tena

HopmasibHas VMT 18.5 -
macca Tena 24.9
V36biTOYHas MT 25- 29.9
mMacca Tena

OxupeHune MMT = 30

Mpeapacnonaratowme pakTopbl OXUPEHUS

Mas10noABMXHbIA 06pas XU3Hu

reHeTn4yeckmne q)aKTOpr (I'IOBbILIJEHHaFl aKTUBHOCTb (*)epMEHTOB nunoreHesa, CHMXeHHasA akTUBHOCTU CbepMeHTOB

NMNOMMNoan3a)

noBblLLIEHHOE r|0Tpe6neH|/|e NEerkoycBosAeMbIX yrjiesog0B

SHAOKPUHHBIE 3a60/1eBaHns (TMNOroHaaM3Mm, rMNOTUPEO3, UHCY/TIMHOMA)

ncuxosnornyeckune paCCTpOI7ICTBa nnuieBoro noseaeHMsA

CKJ/TOHHOCTb K CTpeccam

HeaocCbinaHne

NpYMeHeHne NCMXOTPOMHbIX NpenapaToB
MpodmnakTmka

© 2011 Genex. Bce npaBa 3aLuLLeHbl.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

YTo6bl NPeaoTBpaTMTL PasBUTUE OXMPEHUS, CoBMoAainTe coanaHCpoBaHHyO ANETY U PErynsipHO 3aHMManTech
hu3nYECKUMU YPaKHEHUSIMU.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

VHhopmauusa npegocTtasneHa: Genex
OcTeoapTput bopvauAn nbes
leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
3alimuTecb 3aiimutecb nonynaunm:
npodmnakTukoii npodunakTukom 44.7/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,vu/l4 MapKep5
GDF5 rs143383 T4, 1.13 T 67% OTHOCUTESIbHO 19479880
PTGS2 rs4140564 T/L, 1.55 LL 8% OTHOCUTENLHO 18471798

OnpefeneHne aTuX TEPMUHOB HAXOAWUTCS B [/10CCAPUM B KOHLIE JOKYMEHTA

UTo MHe cnepyeT NpeAnpuUHATL?

AHauIM3 Ballero reHoTuna ykasblBaeT Ha yBe/IMYEHHYI0 CTeMneHb NpeapacnooXeHHOCTM K 0CToapTpuTy. PekomeHayem Bam
06CcyanTb NosyYeHHble pesy/bTaThl, a Takke AaHHbIe IMYHOTo Y CEMENHOro aHamMHesa C sievallmM Bpavyom 415 pelleHus
BOMpoOca O Lie/1ecoobpasHoCcTy yyacTua B nporpaMmMe CKprHUHra unv npodpunaktnkm OA. BaxHbiMy chakTopamu pucka
ocTeoapTtputa (OA) ABNAOTCA BO3pACT, OXUPEHNE, CEMEHbI aHaMHe3 1 TpaBMbl cycTaBoB (PMID 19519925). Bbl MoXeTe
CHM3UTb PUCK Pa3BUTMSA OCTEOApPTpPUTa, NPUHMMAasA Mepbl N0 NPoUNakTMKe BOSHUKHOBEHNS N30bITOYHOrO Beca.

FeHeTM4YeCcKu o630p

BaxkHbIMY hakTopamu pucka pa3suTuns octeoapTtputa (OA) ABNAIOTCA HACNeACTBEHHOCTb, BO3pacT, npuem
Me[MKaMEHTO3HbIX CPEACTB COAEeKaLLMX 3CTPOreH 1 MUHepasibHas M/IOTHOCTb KOCTHOM TKaHW. Ha nokannsaumio 1 cteneHb
TshkecTn OA BANSIOT OXMPEHWe, TpaBMbl Uv AedopmMaLnuy cycTaBoB, 3aHATUS CNIOPTOM, €/1a60CTb MbilL. [0 AaHHbIM
cemeliHbIX 1 6IM3HEeL0BbIX NCCef0BaHui, 40N HAC/eACTBEHHOrO KOMMOHEHTa B CTPYKTYpe NpeapacnofioXeHHOCTU

K OCTe0apTpuTy y YenoBeka coctasnset npumepHo 40%-80%. HabnogatTcs pasimums B CTENEHU HacnenyemMocTu

B 3aBMCMMOCTM OT M0Aa, a Takke fokam3alumn NopakeHHoro cyctasa (Ta3o6eapeHHbIVi v KoneHHbIn). Hekotopble

pefkve hopMbl paHHero octeoapTputa 0byc/ioBeHbl MyTauusMy B e AUHUYHBIX reHax, O4HaKo reHeTuYeckme OCHOBbI
Hanbonee pacnpocTpaHeHHoW dhopmbl OA, BO3HMKatOLWeR nocne 45 neT, 3HaunTelbHO MeHee BbISICHEHbI. Ha cerogHsALWHWiA
AeHb ngeHtTudurumupoBaHsl 6onee 90 reHOB-KaHAMAATOB, O4HAKO B MPOCNEKTUBHbIX UCC/eA0BaHUAX HE Obl/10 NOMyYEHO
ybeauTenbHbIX AokasaTenbcTB MX CBA3U ¢ pa3suTneMm OA. OgHa 13 Npo6/emM 3akI4aeTcs B TOM, YTO YUC/IEHHOCTb BbIGOPKU
B GO/bLUMHCTBE OTAENbHbIX nccnenosaHnii (<1000) cnuwkom Mana A5 BbiSBNEHWUS MyTauuWii, okasbiBaloLmx He6osbLloe
BMMSIHWE Ha pUCK 3a6oneBaHuns. Ytobbl 0601T 3Ty Npobnemy, 14 mexayHapoaHbIX NCcCcnefoBaTeNbCKUX rpynn, paboTaroLmx
B 0611aCTU NU3y4eHUs 0CTeoapTpuTa, He Tak AaBHO 0606LmnIn BCe CBOM faHHble (06was Bbibopka - 4000 niny, ¢ OA 1 6000
4YenoBeK U3 KOHTPOSILHON rpynnbl) B KpyNHeLWeM Ha AaHHbIA MOMEHT MeTaaHa/IMTUYEeCKOM UCCe0BaHnM N0 OCTe0apTpUTYy.
VIM yganock HaiTh ybeamTesnbHble fokKa3aTesibCTBa CBA3N BapmaHTa B reHe GDF5 ¢ pa3sutnem OA KO/TEHHOro cycTaBa
(PMID 19479880).

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKNE XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHusAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMOb30BaThCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMu Mo TenedoHy 8-800-444-36-39 1im ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

OcTeoapTpuT — Takxe, HasblBaeMblii, ereHepaTMBHON 60M1e3HbI0 CYCTaBOB, U3BECTEH Kak camMas yacTtas npuumHa
CycTaBHOW 60nu. [na mMmyxunH ctapiie 50 neT ata 60n1e3Hb 3aHMMaeT BTOpoe MECTO cpeay NPUYuH noTepu
TPYLOCNOCOBHOCTM 1 YCTyNaeT NuLlb ULeMUYeCcKol 60ne3Hn cepaua.

OCTe0apTpuT BO3HUKAET B pe3y/ibTarte B3auMOAeCTBMSA MexaHYecknx (HecTabuibHOCTb CycTaBa, NOBbILLEHHAs Harpy3ka,
TpaBMbl) 1 6MONOrMYecKnx (M3MEHEHNS B XpsLLe UK B CYOXOHAPa/IbHON KOCTU) hakTOpoB.

OcTeoapTpuT 06bIYHO NOpaXaeT cneaytoLme cycTasbl: AUCTaNbHbIl MexXdanaHroBblii, NPOKCUMa/IbHBIN MeXaiaHroBbIi,
nepBblii 3aNACTHO-NSACTHbINA, NEePBbI NACHE(anaHroBbIin, Ta306e4pPEHHbIN, KOMIEHHbINA, CyCTaBbl LLERHOTO U HUKHE-
NOSICHWYHOTrO OTAeNa NO3BOHOYHMKA. [ACTHOGanaHroBbIe, yYe3ansiCTHble, IOKTEBbIE W M/1eYeBble CYyCTaBbl NOPAXaOTCS
penko.

[aHHoe 3a60n1eBaHne xapakTepusyetcs 60/1bt0, CKOBAHHOCTbIO U OrpaHMYeHNEM ABWKEHUS B cycTaBe. KapavHasibHbIii
CUMMTOM - 3TO 60/1b, NEPBOHAYASILHO MOSIBNSAIOLLAACS NOC/e ABWXEHWI B CycTaBax 1 o6nervyaroLascs B nokoe. bonbHblie
Yallle roBopsT, UTO OHa "HolLLasa" 1 HeYeTKO SIokann3oBaHHas. Mo Mepe nporpeccMpoBaHns ocTeoapTpuTa, 60N1b BO3HUKAET
NPy MWHYMAILHON aKTUBHOCTK, a B Aas1eK0 3alleLunx crydasx, 60/1b NoSABASETCA AaXe B NOKoe. Takke AOCTATOUYHO
4yacTo OTMeYaeTCcs CKOBaHHOCTb, 0COBEHHO Mo yTpam. OfHako, B OTvYMe OT BOCNasMTeNbHbIX 3a60/1eBaHUiA CyCTaBoB,
CKOBaHHOCTbL MpK OCTe0apTpuTe KpaTkoBpeMeHHast, 06bIYHO OHa AuTcs He 6onee 15 MUHYT. B KOHLE KOHLOB, pa3BMBaeTCs
orpaHuyeHve OBMXEHUS B CyCTaBe, 13-3a HECOBMNaZEeHNs CyCTaBHbIX NOBEPXHOCTEN, KOHTPaKTYpbl Kancynbl, MbILLEYHOTO
crnasma 1 mexaHuyeckoro 6s10ka, co3gasaemMoro octeoouTamm.

Mpu o6cnenoBaHn MOXET OnNpeaensaTbCsa NoKkasibHas 601e3HEHHOCTb 1 60Mb NPU NACCUBHBIX ABUXEHNSX, 0COBEHHO Npu
MakCUMasibHOM crubaHuu/pasrnbaHmmn. CycTaBHON XPYCT MOXHO YCNbIWATb UM ONpesennTb ero Ha olynb. OH oTpaxaet
HEPOBHOCTM CYCTaBHOW NOBEPXHOCTY U MOTEPH XPSILLEBON TKaHW. YacTo 06n1acTb cycTaBa yBe/IMUMBAETCS B pasmepax,
YTO BbI3BAHO M3MEHEHUSMUN MATKUX TKaHEW, HakonaeHnem XuaKocTn unm octeodutamu. Passntue 601€3HK, B KOHLE
KOHLIOB, MPUBOAMT K rpy6oin AedhopmaLyn, NoABbIBUXY U K OrpaHUYEHHOMY 06beMy ABWKEHUIA. JleueHne ocTeoapTputa
MeAVKaMEeHTO3HOeE.

MpodumnakTuka.

Bo MHOrMX cny4dasx npoounakTuyecknx Mep npoTMB 0CTe0apTpuTa He CyLLecTByeT. TeM He MeHee, Bbl MOXeTe
KOHTPO/IMPOBAaTb HEKOTOPbIE (haKTOpbl, yBEMYMBAIOLLME PUCK Pa3BUTKSA 3TOF0 3aboneBaHus:

. nogaepxmeaiite HopmasibHbiin Bec (VIMT MeHbLue 25)
. nsberaiitTe Tpasm

. npuHMMaliTe Mepbl N0 NPOMNaKTVKe N CBOEBPEMEHHOMY NeYeHNto 3a601eBaHUiA, BbI3bIBAOLLMX MOBPEXAEHUS
cycTaBoB (nogarpa, nHdexkumn n ap.)
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

Ay VHhopmauusa npegocTtasneHa: Genex
3aboneBaHue nepudepnyecKknx apTepumn bopvauAn nbes
leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
usyunte rnyéxe 3aiimutecb nonynaumm:
npodynnakTukom HeusBecTHO

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
CHRNA3 rs1051730 L/, 1.00 T 38% noATBepXaeHo 18385739

Onpegenexne aTnX TEPMUHOB HAXOAUTCA B INOCCAPUN B KOHLIE OKYMEHTa

UTo MHe cnepyeT NpeAnpuHATL?

Balla reHeTnyeckas npeapacrosioXeHHOCTb K 3a60/1eBaHN0 Nnepudhepnyeckmx aptepuii TMNMYHas. Y3Haiite 6o5blue 06
3ToM 3ab6oeBaHUM 1 NOAAEPXMBATE 300POBbE B TEUEHME AONTMX SIET C MOMOLLbI0 NPaBWILHOTO MUTAHUA U BbINOSHEHUS
dhmsnyecknx ynpakHeHuid. Takxke N1aHOBO NocellaTe Bpaya.

FeHeTUUECKUW 0630p

3aboneBaHne nepugepnyecknx aptepuii (3MA), kak 1 60/1e3Hb KOpoHapHbIX apTepuii (BKA), pasBrBaeTcs B pesysbrare
Ha/IMuma atepockneposa. [JaHHasa naTonorusa xapakTepunsyeTcs KOMMNIEKCHbIM HapyLLEeHWEM 1 BK/OYaET Kak TPaanLUOHHbIE,
TaK 1 reHeTu4yeckne haktopbl pucka. B pa3snTum 3ab60neBaHns 60/1bLUYH0 PO/b UIPaKT TRaAULMOHHbIE (DAKTOPbI pUckKa,
Takue Kak Bo3pacT 1 kKypeHue. O BaXXHOCTM FreHEeTMKM rOBOPUT TOT hakT, UTo 3aboneBaHne nepucepnyecknx aptepuii

C 60sbLUE BEPOATHOCTLIO NOpaKaeT /tael ¢ ceMeiHoi nctopueli cepaeqyHococyancTbix 3aboneBaHunin. B pasHbix
nonynsaumsix reHeTUKoN oobACHSeTCs 6onee 50% cnyyaeB pa3BuTUS atepockrieposa (PMID 15485348). OnpefeneHo, uto
BOBJ/1€YEHbI COTHU FEHOB, Kak U3BECTHbIX, Tak 1 HEU3BECTHbIX, U 3TV hakTOpbl MOryT AEeCTBOBATL, AOMONHASA APYr Apyra.

K 3a4elicTBOBaHHbIM reHETUYECKUM DaKTopaM pucka OTHOCATCS (haKTopbl, KOTOPbIE M3MEHSIOT apTepuasibHOe AaBfeHue,
NMNuAaHbLIA 06MeH, NpoBOCNaNUTeNIbHbIE NPOLECCHI, aaresuto 1 murpaumio knetok (PMID 15485348). MyTauuu, Bbi3biBatoLLme
HapyLleHuss MeHgensi (MOHOreHHbIe) Takke MOryT AelicTBOBaTb Kak reHeTudeckue haktopbl pucka atepockneposa.
Hanpumep, JIMHM-peLenTop MyTUPOBaH Npy ceMeiiHol rmnepxonecTepuHeMum, YTo NPUBOAMUT K YCUNEHHOMY YCBOEHMIO
JIMHM neyeHbo 1 NoBbILWEeHHOMY YPOBHIO JIMNHIT B CbIBOPOTKE KPOBW.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa fabopatopHoii cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHbli AnarHoCTUYECKWA TeCT MOXET UCMOb30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HWKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXXMUTECH C HaLLUMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

3a6oneBaHne nepudepmyeckux apTepuii.

Mpu 3ab6oneBaHne Nepngepruyecknx apTepuin (paHee HasbiBAEMOM NEPUGIEPNYECKUM COCYANCTbIM 3a60/1eBAHMEM),
KPOBOTOK K HOram SiIBNSieTca HefocTaTouHbIM. 3aboneBaHne pasBmMBaeTcs B pesybrare HakoMIeHNs XUPOBbIX OT/TIOKEHWA,
KOTOpble pacnonaratoTcs BAOMb CTEHOK KPOBEHOCHbIX COCYI0B (aTepoCcKepoTUuyieckne 6/IsLWKM). T OTNOKEHMS CyXatoT
pasmep cocya u ymeHbLLaoT 06beM KpOBUY, TekyLleli yepes Hero. 310 3aboneBaHe Ha3biBaeTCs aTepoCK/1epo30M.
Hanbonee pacnpocTpaHeHHble NPU3HaKKM - neprogmnyeckas XpoMoTa, Cy4opor B Horax unv aroamuax npy TpeHMpoBKax,
npoxogsive B nokoe. dakTopsl prucka 3aboneBaHus nepudepryeckmx aptepuii Nogo6HbI hakTopam prcka MLLeMUYeckoi
60ne3Hu cepaLa n BKIKYakT:

. KypeHve curapet unv ynotpeéneHue gpyrmx opM Tabaka (Takux Kak HIoXaTesbHbIli 1 XeBaTe bHbIi Tabak)

. Upe3mepHO BbICOKMI YPOBEHb XO/IECTEPUHA B KPOBY (rMnepxonectepmHemus)
. UpesmepHo HU3KKi yposeHb JIMNBIT — nMnonpoTenos BbICOKOW NAOTHOCTM (HDL, XopoLunii XonecTepuH)
. BbICOKMIA ypOBEHb KPOBAHOTO faBfieHns (TMnepToHns)

. [nabet

. CewmeliHan aHaMHe3 cepfeyHo - CoCyancToro 3aboneBaHns

. OxupeHve

. Hu3kas cumsnyeckas akTMBHOCTb

. 3abonesaHune novek

MpepoTtBpalleHue:

Bbl MOXeTe nocogeiicTBoBaTh NpeAoTBpaLLeHnio 3aboneBaHns nepudepuyecknx aptTepuin, U3MeHUB Takue qrakTopbl pucka:

. KypeHune — 370 rn1aBHbI (hakTop pUcka, KOTopblli Bbl MOXETE U3MEHUTL.

. OxmpeHne, 0COBEHHO BOKPYT Tasiun (LEHTPA/TIbHBIA TUM OXUPEHNST), CBA3AHO C NOBbLILLEHHbIM YPOBHEM XOSIECTEPUHA.
Bawa gveta gomkHa 6bITb HacblLLeHa 0BOLLaMu 1 OpyKTamm Y HU3Ka B COAEPXKAHNM XNPOB XMBOTHOIO
NPOUCXOXAEHNS.

. PerynsipHo TpeHupyiiTech. B ngeane, kaxaplii AeHb Bbl 4OMKHBI 3aHMMATLCA CNOPTOM 45 MUHYT 1 6onee. Cepaue u

cocyfpl «/106aT» AnHaMUYHbIE (DOPMbI HArpy3OoK: NaBaHve, e3fa Ha Benocunege, 6er Tpycuol nnm xoaes6a.
. KOHTpOsib Lundhp apTepuasnibHOro AasneHus, 1 Npy ero nosblweHnn 4o 140/90 MM.pT.CT. U Bbille Heo6XxoAMMO
06paTUTbCA K Bpayy A5 nogbopa Tepanun CHmxaroLweli ypoBeHb AaBneHus.
Ecnun nogaepxaHusa 340poBoro obpasa X13Hu HefoCcTaTouHO, MOXET CTaTb He06X0ANMbIM NPUHATUE N1EeKapCTB U
onepaTtMBHOE fle4yeHne CoCy/0B.

© 2011 Genex. Bce npaBa 3aLuLLeHbl. 3aseaytowuii naboparopueii: Joktop James R. Nickel, MD Homep CLIA: 05D1092505 Bepcus: 1.0
4045 Sorrento Valley Blvd., San Diego, CA 92121 CrtpaHuua # 53



OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

Ay VHhopmauusa npegocTtasneHa: Genex
Pak npeactaresibHOU Xese3bl bopvauAn nbes
leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
usyunte rnyéxe nsyuute rnyGxe nonynaumm:
15.9/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

l'eH/!'IOKycl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5

DAB21P rs1571801 rr 1.00 T 28% noATBepXaeHo 19188186
EHBP1 rs721048 rr 1.00 A 14% noAaTBepXaeHo 18264098
HNF1B rs7501939 T/L, 1.19 LL 56% noATBepXaeHo 17603485
Intergenic_11q13 rs7931342 rir 1.00 T 47% NoATBEPXAEHO 18264097
Intergenic_17q24 rs1859962 rir 1.37 r 47% noATBepXaeHo 18199855
Intergenic_3p12 rs2660753 Li/LL 1.00 T 10% noaTeepxaeHo 19188186
Intergenic_8qg24, region | rs1447295 L/, 1.00 A 7% noATBepPXAeHO 17401363
1

Intergenic_8qg24, region | rs6983561 AIA 1.00 LL 3% noaTBepXaeHo 18483343
2

Intergenic_8q24, rs6983267 TIT 1.21 r 49% NOATBEPXAEHO 18264096
region3

JAZF1 rs10486567 L/, 1.25 LL 75% noATBepPXAeHO 19188186
LMTK2 rs6465657 T/L, 1.19 LL 51% noATBepXaeHo 18264097
MSMB rs10993994 T/Y, 1.23 T 34% noAaTeBepXxaeHo 19153072
NUDT11 rs5945572 rr 1.00 A 38% noaTBepXaeHo 18264098
SLC22A3 rs9364554 LyLL 1.00 T 27% NOATBEPXKAEHO 18708398
CLPTM1L rs401681 T/, 1.07 LL 56% OTHOCUTENbHO 19151717
CTBP2 rs4962416 TIT 1.00 LL 26% OTHOCUTENLHO 18264096
TNRC6B rs9623117 TIT 1.00 LL 22% OTHOCUTESIbHO 19117981

Onpep,eneHMe ITUX TEPMUHOB Haxo4UTCA B r10CCapumn B KOHLE AOKYMEHTa

Uto MHe cneayeT npeanpuUHATL?

Y Bac cpefiHAs CTeneHb NpeapacnosioKeHHOCTU K pa3BUTUIO paka NpeacTaTesibHOl Xenesbl. Y3HaiTe, kak haktopsl,
CBsi3aHHble C 06Pa30M XM3HW, MOTYT MOB/MUSATL HA PUCK Pa3BMTUS 3ab0NeBaHMS, a Takke nocellanTe Bpada ans
NPOXOXAEHNS perynsipHbix 06cneaoBaHuii.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

FeHeTUUYECKUW 0530p

OnpepfeneHne reHeTUYECKMX MapKepoB paka npefcTarTenbHOl Xenesbl ABNSeTCS NpeAMeTOM UCCefoBaHus, KOTopoe
npoBoanTcs B HacTosiwee Bpems (PMID 19104501). HecMoTpsl Ha 3HAYUTENbHBIE YCU/NS, A0 HACTOSILLIEr0 BPEMEHU FEHbI
BbICOKOIO pucka, cneunguyHbie oNsa paka npeacraresibHoN xenesbl, He 06HapyxeHbl (PMID 19005198). Tem He MeHee,
06HapyXeHbl MHOTWe asifieny, KoTopble NPeACTaB/IAT HEGO/bLLON PUCK M 3alUTy OT pa3BUTUS paka npeacTaTesibHOn
Xenesbl. VIX MOryT HasblBaTb asl/1e/iiM1 BOCMPUUMYUMBOCTU He3HaunTelbHoro pucka (PMID 19104501). B HacTosLwee Bpems
Mbl NPOBOAMM aHasIM3 Ha Hasmume 18 annenei BOCNPUUMUYMBOCTU HE3HAUMTEIBHOTO PUCKA, YTOObI OLLEHUTb FreHETUYECKII
pVCK pa3BUTUNSA 3TOro 3a6oneBaHus. B To Bpems Kak 60/bLUIMHCTBO MapKkepoB HEBLICOKOTO pucka 6blin 0GHapYXeHbl Y
npefcTaBuUTee €BpONeonAHON NonynsauumM, 04HO uccnefoBaHue Npeanosnaraet, YTo UX NPUCYTCTBYE B APYTUX STHAYECKMX
NonNynAuMsaX, BEPOATHO, NPOrHO3MPYET NOXOXMIA puck nnum 3awmTy (PMID 19318432). C apyroii CTOPOHbI, HEKOTOpbIE
[JaHHble HaBOAAT Ha MbIC/lb, YTO MOTYT ObITb MapKepbl, KOTOpble creuuunyHbl 418 pucka passuTus 3abonesaHuns y
adpoamepukaHues (PMID 17978284).

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMO/b30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOb30BaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTUETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

Pak npocTtartbl (pak npeacTaTenbHO xenesbl) — 3/10Kka4ecTBEHHOE HOBOOGPa3oBaHWe, pasBrBatoLLEECs U3 ANUTENNS
a/TbBEOSIAPHO-KNIETOUHbIX Xene3. 3a60/1eBaeMOCTb pakoM NPeacTaTesibHOM Xesesbl B POCCM COCTABASIET B CPEAHEM OT 2
[10 4 %. Pak npocTaTtbl SIBASETCS NpuunHoli nout 10 % cMepTeil OT paka y My>XUMH U OHOW 13 rTaBHbIX NMPUYKMH CMEPTU Y
MOXWU/TbIX MYXUVH.

Pak npocTaTbl 3a4acTyro NPOXOAWT CTaaMio Npeapaka, CBOEBPEMEHHOE BbIsIB/IEHME KOTOPOrO CyLLECTBEHHO NMOMOraeT
OCYLLECTBUTL NPOTrHO3 1 fiedeHune. K npeapaky OTHOCATCS:

. atunuueckas runepnnasuvs (hakynsTaTuBHbIA Npeapak, CNocoGHbIN NePEXOANTL B Pak Npv onpeaesieHHbIX YC/T0BUSIX)
. VHTpasnuTenvanibHas Heonnnasust (06aMraTHbI Npeapak, NpeawecTBEHHUK aeHOKapLHOMbI NPOCTaThl).

MpUYMHbI Pa3BUTUS paka NpocTaTbl

. Bo3pacTHble TopMOHa/IbHbIE U3MEHEHMS]

. FeHeTMYeCKast NPeApacrnosiOKEHHOCTb

. JncbanaHc HyTpUeHTOB

. MecTo npoXxmBaHus
. XpoHu4yeckas NHTOKCUKaUns KagMmmem
. Hanunune Bupyca XMRYV, Kak JONONHUTENbHAA NPUYMHA.

MporHo3 3aboneBaHus 3aBUCUT OT CTafMM Npouecca. Yem paHblue HauaTo neveHre, TeM Bbllle BEPOATHOCTb
6naronpusiTHoro ncxoga. Ha paHHux ctagusx npy afekBaTHOM sieHeHM NPOrHO3 YCNOBHO 61aronpusaTHbLIN,
TPYLOCNOCOBHOCTb NO/THOCTHLIO BOCCTaHaBMBaeTCA. Ha no3gHux ctagnsax nporHo3, 6e3ycnoBHO, He6naronpuaTHLIN,
3a60neBaHne NpUBOAUT K IETasSIbHOMY UCXOAY.

MpodmnakTnka

XoTs faHHble MPOTUBOPEYMBbI, NPEANoarakT, YTo yNoTpebneHne HEXUPHON NULLKM, 60/bLIOrO KOsIM4ecTBa hpyKToB 1
OBOLLIEI MOXET CHU3UTb PUCK Pa3BUTUA paka NpeactaTebHoO xenessbl.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

VHhopmauusa npegocTtasneHa: Genex
Mcopwuas bopvauAn nbes
leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
3alimuTecb 3aiimutecb nonynaunm:
npodmnakTukoii npodunakTukom 4/100

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIOLLEi, ykasaHHO BamMu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,vu/l4 MapKep5
HLA rs10484554 TT 7.84 13% noATBepXaeHo 18369459
IL12B 1s3212227 AIA 2.62 A 81% noAaTBepXaeHo 18219280
IL23R rs11209026 rr 1.96 96% noATBepXaeHo 18219280
STAT2 rs2066808 AIA 1.80 A 93% noATBepXaeHo 19169254
TNFAIP3 rs610604 TIT 1.00 r 43% noATBepXaeHo 19169254
TNIP1 rs17728338 rmr 1.00 A 8% noATBepXaeHo 19169254
Intergenic_1g21 rs4112788 T/L, 1.41 LL 60% OTHOCUTENLHO 19169253
SPATA2 rs495337 TIT 1.00 Ll 56% OTHOCUTENbHO 18364390

Onpe,u,eneHVle ITUX TEPMUHOB Haxo4UTCA B 10CCapuun B KOHLE AOKYMEeHTa

Uto MHe cneayeT npeanpuUHATL?

Y Bac HECKO/IbKO YBENMNYEHHAA NPeapacnofioXeHHOCTb K pa3BuTUio ncopuasa. O6cyamTe Bally reHeTnYeckne 0CO6EHHOCTH,
a TaKKe JIMYHYI0 U CeMEeHYI0 NCTopUo 6onesHel ¢ nevawym BpavoMm, YTobbl onpeaenvTb, HeobxoaMma v Bam nporpamva
npodmnakTuky nnu obcnegoBaHns. He 3abbiBalite, UTO hakTopbl 06pasa XM3HW, Takue Kak KypeHue, CTpecc 1 U30bITOUHbIN
BEC, MOryT YBeINMYMTb Balll puck atoro 3abonesanns (PMID 15982291, PMID 15982303).

FeHeTM4Yeckun o630p

[laBHO M3BECTHO, YTO OAHOW M3 NPUYMH Ncopurasa ABNAETCA HacneCcTBEHHOCTb. PoaHbIe 6paTbhsa 1 CECTpbl 60/IbHOIO,
cTpajaloLLero ncopmnasom, 3HaunTesIbHO 60/1bLUEe NOABEPXEHbI PA3BUTUIO 3TOrO 3aboseBaHNs. Hanpumep, B pesynsrare
aBCTpasINiAcKoro uccnefosaHuns ¢ yvactmem 4000 65m3HeloB (PMID 8349859) 661510 06HapYXEHO, YTO €C/IN Y O4HOT0 13
6113HeL0B Obln Ncopuas, y BTOPOro - BEPOATHOCTL 3a60oneBaHnsa coctaBnsna 35%, ecnm oHu 6biin ogHosiuesbiMy (AHK
coBnagaet Ha 100%), n 12%, ecnv oHW 6blaK pasHosiiLeBbiMy 6nnsHenamun (AHK coBnagaet 4acTuyHo). [1a cpaBHEHUS,
YyacToTa BO3HMKHOBEHWSA Ncopuasa y HaceneHus B LiesioM cocTasnsna 2%. 3To roBOpuT O TOM, YTO reHeTHKa ABIAETCA
3HaunTENbHLIM ()akTOPOM B BO3HWKHOBEHUM Ncopuasa.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa fabopatopHoii cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHbli AnarHoCTUYECKWA TeCT MOXET UCMOb30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HWKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXXMUTECH C HaLLUMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

Mcopuas --- XpoHMUYEeCKoe HEMHDEKLIMOHHOE 3a60/eBaHme, epMaTos, nopaxatoLuii B OCHOBHOM KOXyY. B HacTosiLee
Bpems npeanosiaraeTcs ayToMMMyHHasi prupoga aToro 3a6os1eBaHusi. O6bIMHO NCOpKa3 Bbi3bIBAET 06pa30BaHne Ype3mMepHo
CYXUX, KpacCHbIX, MPUMNOAHATbIX Haj, MOBEPXHOCTLIO KOXM NaTeH. OAHAKO HEKOTOpPble 60/bHbIE NCOPUA30M HE UMEKT HUKAKMUX
BUAMMbIX MOPaXKEHUIA KOXW. Bbi3BaHHbIE NCOPMA30M NSITHA HA3bIBAKOTCA NCOPUATUYECKUMMN BASLLKAMWU. DTU NATHA ABAIOTCS
Mo CBOEli NPMPOAE yyacTKaMmn XPOHUYECKOro BocnasieHnst U M36bITOYHOM Nponndiepauum nMmdouuToB, Makpodaros 1
KEpPaTVHOLMTOB KOXM, a Takke 136bITOYHOTO aHr1noreHesa (06pasoBaHms HOBbIX MENKUX KanuiisipoB) B Nog/iexatlem cnoe
KOXW. TO GbICTPO NPUBOAMT K YTOMLLEHWIO KOXW B MECTaxX MOPAXEHWS, €& NPUNOAHATOCTY Ha/l NOBEPXHOCTLIO 3[10POBO
KOXW 1 K hOpMMPOBaHMIO XapaKTepHbIX G/1eAHbIX, CEPLIX UM CepeBPUCTLIX NSATEH, HANOMMHAIOLMX 3aCTbIBLUMIA BOCK MW
napaduH («napadHoBble 03&pLa»). McopuaTnyeckme GsLWKY Yallle BCETro BNepBble NosBASAIOTCS Ha NoABepratoLmxcs
TPEHWIO 1 JaB/eHnio MecTax ( MOBEPXHOCTSAX JIOKTEBbIX U KONMEHHbIX CTMGOB, Ha siroanuax). OfHako ncopuaTuyeckue 6siLLKm
MOTYT BO3HVKaTb 1 pacnonaratbCsi B 060M MeCTe KOXU, BK/THoUasi KOXY BOSIOCMCTOI YacTu rofoBbl (CKasibna), NafAoHHO
NOBEPXHOCTM KUCTENA, NOAOLLBEHHO NOBEPXHOCTY CTOM, HAPYXHbIX NMOSIOBbIX OpraHoB. MNcopuatnyeckne 6AALKA Yallle
pacnonaratoTcsi Ha BHeLLHel, pasrmbéaTesibHo NOBepXHOCTU CyCTaBOB.

Mcopuas SBNAETCA XPOHUUYECKMM 3a60/1eBaHEM, XapakTePU3YHOLLMMCS BO/THOO6pa3HbIM TedeHneM. MNepuoabl ynydlleHnli
MOTYT 6bITb CMOHTAHHLIMU U/IN BbI3BAHHbIE TEMMW UM MHLIMU SIe4e6HbIMM BO3AeNCTBUAMM. Meprnogbl 060CTPeHWiA Tak

)€ MOryT 6bITb CMOHTAHHLIMW U/IM CNPOBOLMPOBAaHHbIE HEGNArONPUSTHBIMM BHELLUHUMK BO3AencTBMsIMU (ynoTpebneHve
aJIKOrO/1sl, UHTEPKYPPEHTHbIE UHADEKLMM, CTPecchl). CTeneHb TSHKECTU 3a60/1EBaHUS MOXET BapbUPOBaTh Y pasHbIX. Yacto
TaKke NopaxatoTcs HOTTW Ha pyKax u/unn Horax (ncopuaTtmnyeckas oHMXoanCcTpoust). MopaxkeHne HorTe MOXeT GbiTb
M30/IMPOBaHHbLIM 1 HAGMOAATLCS B OTCYTCTBUE KOXHBIX NMOPaKEHWMIA. MNcopras Takke MOXET Bbi3bIBaTb BOCMA/IUTENBHOE
MopaxeHne CycTaBoB, Tak Ha3biBaeMyH0 NcopuaTUUecKyo apTponaTuio U ncopuatudeckuii aptput. OT 10 % go 15 %
60/IbHBIX C NCOPUA30M CTPaAAOT NCOPUATUYECKUM apTPUTOM.

MPOBOLVMPYHOLLMM (haKTOPOM, CMIOCOGHLIM 3anyCTUTb NepBOHaYasILHOE pPa3BUTUE NCoprasa MOXET CIYXUTb A/IUTENbHOE
TPaBMUPOBaHME KOXW, HanpuMep, N36bITOUHOE TPEHUE UMK JaBneHue, ANuTeslbHoe 3/10ynoTpe6ieHne MbI/TIoM U1

APYTVIMIA MOIOLLMMM BELLLeCTBaMM, KOHTAKT KOXW C PacTBOPUTENSIMU, CMIMPTOCOAEPXKaLLMU pacTBopamMu, napdomamu,
GbITOBOI XMMUEN, HaNNUMe APYrux XPOHUYECKUX BOCNasInTesbHbIX 3a601eBaHnii KOXKM ( XPOHUYECKOI NMoaepMun Uim
XPOHUYECKOV rprGKOBO MHADEKLMM), KOXKHAS aUTNEPIUA U CBA3AHHbIE C HEll pacyéckl. PakTopbl, KOTOPbIE NPUBOAST K

6onee TSHXETOMY TEUEHUIO NCOpUasa Un Bbi3blBalOT 060CTPEHNE 3a60/1eBaHMS - 3TO HEPBHO-NCUXUYECKNIA CTpecc, OTMEHa
[/IIOKOKOPTMKOWAO0B, YNOTpebieHne ankoronsi, KypeHve Tabaka, NPUEM HEKOTOPLIX JIEKAPCTB.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

PeBmMaToOUgHbIl apTpuUT

leHeTuKa: O6pa3 XN3HK: Puck B gaHHoi
usyunte rnyéxe 3aiimutecb nonynaunm:
npodynnakTukom HeusBecTHO

3ab6oneloT AaHHo
natosiorveli B Te4eHun
CBOEW XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
CD40 rs4810485 rir 1.32 r 75% noATBepXxaeHo 18794853
CTLA4 rs3087243 Al 1.11 r 54% noAaTBepXaeHo 18794853
HLA rs6457617 T/L, 2.36 T 52% noATBepXaeHo 17554300
Intergenic_4q27 rs6822844 rir 1.64 r 85% NoATBEPXAEHO 19404967
Intergenic_6qg23 rs6920220 AIl 1.24 A 17% noATBepXaeHo 18794853
MMEL1 rs3890745 T/L, 1.12 T 67% noATBepXaeHo 18794853
PTPN22 rs2476601 rmr 1.00 A 12% noATBepXaeHo 17982455
STAT4 rs7574865 TIT 1.24 T 23% noATBepXaeHo 19404967
TRAF1 rs3761847 Al 1.32 r 48% noATBepXaeHo 17804836
IL1B 1s16944 rir 1.21 r 64% OTHOCUTESIbHO 18838388

Onpepenexne aTNX TEPMUHOB HAXOAMTCS B [/10CCAPUM B KOHLIE [JOKyMeHTa

UTo MHe cnepyeT NpeAnpuUHATL?

AHann3 Ballero reHoTMNa ykasbiBaeT Ha CPEAHIO NpeapacnonoXeHHOCTb K peBMaTonaHOMY apTpuTy. YTobbl NnogaepxmeaTb
OT/IMYHOE 340PO0BbLE, 3anaHupylite perynsipHole obcnefoBaHns y Bpada, NpaBuibHO nuTaiiTech 1 genavite dusnyeckue
ynpaxHeHusi. Ecnu Bbl KypuTe, N36aBbTECH OT 3TOW NPMBLIYKK. KypeHue — camblii onacHblli U3BECTHbI (hakTop purcka
pasBUTUS pEBMATONAHONO apTpuTa, CBS3aHHbI ¢ 06pa3oM Xu3Hu (PMID: 19318947).
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

FeHeTUUYECKUW 0530p

MogcuntaHo, YTo pUCK passuTua peematongHoro aptputa (PA) Ha 2/3 onpegensieTca reHeTnyeckumm haktopamu. Puck
pa3suTus 3ab6oneBaHNsa y ogHOANLEBbIX 651M3HEL0B NaumeHToB ¢ PA coctaBnset 12 — 15%, a Ans poaHbix 6paTbes 1
cectep naumeHToB ¢ PA — 2 — 4%. PA B 2 — 3 pasa 60s1ee pacnpocTpaHeH Cpeau XXeHLMH 1 CYLLeCTBYIOT foKa3aTe/lbcTBa
NPUYACTHOCTM XEHCKUX FOPMOHOB. Moekynbl UMMYHHOI CUCTEMbI, OTBETCTBEHHbIE 3@ pacrno3HaBaHUe «4yXoro», KoTopble
N3BECTHbI KaK MOJIEKY/Ibl ITABHOIO KOMMNJ/IEKCa rmcTocoBMEeCcTMMOCTH |l Knacca, CBsA3aHbl ¢ passutieM PA BO BCEX 3THUYECKNX
rpynnax u coctaensoT 30 — 50% Bcero reHeTUyYeckoro pucka PA. MeHeTudeckne hakTopbl, CBA3aHHbIE C MOJEeKy1aMm
rNaBHOro KOMMaekca rmctocoBMecTumocTu Il knacca, onpefensioT 06bIYHY0, 0Co6YI0 1 6onee Tsxenyto opmy PA,
KOTOpas xapakTepu3yeTcs NPUCYTCTBUEM aHTUTEN K LIUKIIMYECKOMY LMTPY/I/IMHUPOBaHHOMY nentuay (aHTtu-LiLIM) B
opraHvu3Me nauueHTa. 3Tu aHTuTeNa, BbipabaTbiBaeMble MIMMYHHOW CUCTEMOI, UMEIOT NAaTONOrMYECKY COCOBHOCTb

ObITb MPOMEXYTOUHLIM 3BEHOM B aTakax UMMYHHOI CUCTEMbI Ha COBCTBEHHbIE HOPMasibHble 6enku. Hanbonee BaxHo To,
4yTo aHTK-LILM aHTUTENa nHoraa o6HapyXXMBaKOTCS B opraHusmMe el 3a rodbl A0 Hauyana 6onesHn. CnefosatesibHo,
HocuTenu annenein, cBsA3aHHbIX C BbipaboTkol aHTu-LILIMN aHTuTen, npeacTaBsiowmx reHeTUYeCKMin pUCK, MOTYT U3B/EYb
nonb3y U3 aHanmnsa Ha aHTK-LILIM aHTUTena n KoHTponsa PA, 4TO caenaet BO3MOXHbLIM CBOEBpPEMEHHOE fleveHne. Hanbonee
aKTyasibHOM TEKYLLEeN Lenbio reHeTUKN ABNSETCS onpeereHne npodnsa reHETUYECKOro pucka OTAesIbHOro YenoBeka u
NoAroToBKa Mep NpohmnakTuki n nedyeHns. ECTb Hagexaa Ha To, 4TO B 6yayLleM 3HaHWS reHeTVKN No3BoUT pa3paboTaTb
BaKLUMHbI N BBOAUTb UX FTEHETUYECKM NPEeAPaCroNOXeHHbIM NI0AAM, YTOObI NpefoTBpaTuTb passutue PA.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMO/b30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOb30BaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTUETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

PeBMaTOoMAHbIi apTPUT — CUCTEMHOE 3ab0/1eBaHNe COeANHUTENbHON TKaHW C NMPEeUMYLLLECTBEHHbLIM NOpaXKeHNEM MESKMUX
CYCTaBOB MO TUMY 3PO3NBHO-AECTPYKTUBHOIO NO/IMAPTPUTA HESICHOI 3TMOIOTNM CO CIOXKHBLIM ayTOUMMYHHbIM NaToreHe3oM.
MpuumnHbl 3a60N1eBaHNA B HACTOsILLEe BPEMS HEM3BECTHBI. MNonaratoT, YTo 3aboneBaHve pa3BrMBaETCs B pesysbraTe
MHAYEKLMN, Bbi3blBatOLLIE HapyLUEeHWS paboTbl UMMYHHOW CUCTEMbI Y HAC/IEACTBEHHO NPeAPacnONOXeHHbIX SIULL; NPY 3TOM
06pasyloTCcs T. H. UMMYHHbIE KOMM/EKCbI (M3 aHTUTEN, BUPYCOB 1 NPOY.), KOTOPbIe HaKan/IMBalTCA B TKAHAX U NPUBOAAT K
NOBPEXAeHWIo CYyCTaBOB.

3aboneBaHne xapaKkTepu3syeTcs BbICOKON MHBaIMAHOCTLIO (70 %), koTopas HacTynaeT A0BO/IbHO paHo. 3abonesaHne
BNepBble MOXET NPOSABUTLCA NOCe TSHXKENON hU3NYECKOW HArpy3Kkn, IMOLIMOHABHOTO LLIOKA, YTOMIEHNS, B MepMos
rOPMOHaU/TLHON NEPECTPONiKKN, BO3AENCTBMA HEGNAroNPUATHBLIX DaKTOPOB UMK UHpeKUMN. PeBMaTongHbili apTpuT
pacnpocTpaHéH No BCeEMY MUPY M eMy NOABEPXEHbI BCe 3aTHUYECKMe rpynnbl. PacnpoctpaHeHHocTb 0,5-1 % (4o 5 %y
noxunbix) CooTHoLWweHne M : X = 1:3 Muk Hayana 3abonesannsa — 30-35 net

MpununHbl PA:
. HacneACcTBEHHAs CK/IOHHOCTb K ayTOMMMYHHbIM peakumsim.
. MHEKLMOHHBIV hakTop (MapaMrKCOBMPYChbl — BUPYCbl MAPOTUTA, KOPU, PECTINPATOPHO-CUHLMTNAITBHON MHAEKLNN,

renaToBupycbl — BUpYC renatuta B, repnecsupycbl — BMPYCbl MPOCTOrO repreca, OnosiCbiBatoLLEero nuwas,
LUTOMErasioBMpyc, BUpyc IniuTeliHa-bapp, peTpoBnpycbl — T-AMMGIOTPOMHLIV BUPYC)

. Ha/IMuKe NyckoBoro dhakTopa (NepeoxniaxaeHne, IMnepuHCOnALMs, UHTOKCUKALIMK, SHAOKPMHONATN, CTPECChl U T. A)
PeBMaToUaHbIi apTpUT NporpeccupyeT B TPEX cTaausix. B nepBoit cTaaum NpoucxoamuT onyxaHue CUHOBUAbHbIX CYMOK
BbI3blBatoLLiee 60/b, HArPeEB U OMYX0/b BOKPYT CYCTaBOB. BTopas cTaaus 310 CTPEMUTESIbHOE AeNeHNe KNEeTOK, KoTopoe
NPVBOAUT K YN/TOTHEHWUIO CUHOBUA/ILHO 060/104KU. B TpeTbeli cTagumn, BOCNaNEHHbIE KNETKM BbICBOGOXAAIOT (DEPMEHT,
KOTOpbIA NOpaXaeT KOCTW 1 XPsiLLY, YTO YacTo NPUBOAMT K AeOPMALIMN NOPAXKEHHbIX CYCTABOB, YBE/IMUYEHUIO 60711 1 NoTepe
ABUraTesibHbIX yHKLWIA.

Kputepusimm He6naronpusiTHOro NPOrHo3a SB/STCS:

. PaHHee nopaxeHne KPYynHbIX CyCTaBOB U NOosAB/IEHNE peBMaTONAHbLIX Y3€JIKOB;

. yBENIMUYEeHNe IMMaTUYECKUX Y3/0B;

. BOB/IEUEHE HOBbIX CyCTaBOB Mpy Noc/eaytoemM 060CTpeHNN;
. CUCTEMHbIN XapakTep 60Me3Hu;
. nepcuUcTVpytoLLasi akTMBHOCTb GOSIE3HM NPU OTCYTCTBUK peMUccun 6osee roaa;

. cToiikoe yBenuyeHne COJ;

. paHHee nosiBneHve (B Te4EHMe NepsBoro roga) U BbICOKMe TUTPbI pEBMaTOUAHOIO haktopa,;

. paHHue ([0 YeTbIPEX MECALEB) PEHTIEHO/IOTMYECKME N3MEHEHMS CO CTOPOHbI MOPaXEHHbIX CyCTaBOB — ObICTPOE
nporpeccrpoBaHne 4eCTPYKTUBHbLIX U3MEHEHWI;

. 0BHapyXXeHne aHTUHyKNeapHbIX aHTUTeNn n LE-kneTok;

. HOCUTENLCTBO aHTureHos HLA-DR4

. naoxas nepeHoCMmMocTb 6a3nCHbIX Npenaparos.

NeveHne cocpefoTaqUMBaETCs B OCHOBHOM Ha 06/1er4yeHnmn 601, 3aMeaieHn pasBruTvs 3a60/1eBaHNA U BOCCTAHOB/IEHNN
MOBPeXAeHuii C NOMOLLbIO XMPYPrMyeckoro BMellaTe/ibCTea. PaHHee 06HapyxeHue 3a60/1eBaHNs 3HAUMTE/NBbHO CoKpallaeT
Bpea, KOTOPbI MOXET 6bITb HAHECEH CycTaBam U APYrM TKaHsAM.
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CucrtemMHas KpacHas Bo/l4YaHKa

leHeTuKa:

BeauTe
340pOBbIii 06pas3
XU3HU

O6pa3 XN3HK:
3aiimutecb
npodunakTukom

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

Puck B gaHHoi

nonynsaynn:

HeunsBectHO

3ab6oneloT AaHHo
natosiorveli B Te4eHun

CBOE XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
BANK1 rs17266594 TT 2.02 74% noaTBEPXAEHO 18204447
BLK rs13277113 rr 1.00 23% noAaTBepXaeHo 18204098
CTLA4 rs3087243 Al 1.32 r 54% noATBepXaeHo 15248219
FCGR2A rs1801274 TIT 1.00 LL 51% noATBepXaeHo 12115187
HLA rs2187668 rmr 1.00 A 8% noATBepPXAeHO 19493061
IRF5 rs2004640 TIC 1.40 T 51% noATBepXaeHo 18288123
ITGAM rs1143679 rmr 1.00 A 10% noATBepXaeHo 18204448
MECP2 rs1734787 A/A 1.00 Ll 19% noATBepXaeHo 19333917
PTPN22 rs2476601 rr 1.00 A 12% noATBepXaeHo 19493061
STAT4 rs7574865 TIr 1.56 T 23% noATBepPXAeHO 18516230
TNFAIP3 rs5029939 L/, 1.00 r 3% noATBepXaeHo 19387456
TNFSF4 rs1234314 L/, 1.00 r 43% noATeepxaeHo 19092840

Onpe,qeneHMe ITUX TEPMUHOB Haxo4WUTCA B I10CCapumn B KOHLE AOKYMEHTa

Uto MHe cneayeT npeanpuUHATL?
Baw reHotmn YKa3blBa€T Ha OTCYTCTBUE NPeApacnosiIodKEHHOCTU K pa3BUTUO CUCTEMHOIA KpaCHOﬁ BONYaHKN. ,ﬂ,]‘lﬂ
noafepXXaHus 340poBbs BaM CredyeT NpuAepXmMBaTbC 340POBOro NUTaHUSA, 3aHNMATLCA (PU3NYECKUMU YTPAKHEHUSMU U
perynsipHo NPoOXoAMTbL OCMOTP Y Bpaya.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

FeHeTUUYECKUW 0630p

CunctemHas KpacHasi BonyaHka (CKB nim BonyaHka) MOXET MMETb Hac/IeACTBEHHbIN 1 cnopagnyecknii xapakTtep. MeHeTmka
ABNAETCS BaXKHbIM (DAKTOPOM pa3BUTMS 3TOr0 3ab0neBaHus, Tak Kak 4acToTa ero 04HOBPEMEHHOIMO Ha/IMUMS y OAHOSNLEBbIX
6113HeloB cocTaBnseT 35-50%, a y ABysAiiLEeBbIX 6/IM3HEL0B 1 Y CMBCOB (pPoAHbIX bpaTbeB 1 cecTep) — 2-5%. B passutmm
CKB 60nbLUy0 posib UrpatoT MOSEKYbl UMMYHHOI CUCTEMbI, OTBETCTBEHHbIE 3@ pacrno3HaBaHne YyXXnx KeToK, Ha3bliBaeMble
mosnekynamu HLA Il knacca, a Takke MOSIeKy/ bl KOMM/IEMEHTA, KOTOPbIE HAXOAATCA B A4pYyroli 0651acTu Ha 6-0iF XpOMOCOME.
K aK30reHHbIM hakTopam MOryT OTHOCUTLCS BakTeprasibHble U BUPYCHbIE MHADEKLMW, BO3AENCTBME COMHLA, HEKOTOpble
NlekapcTBEHHble Npenapartbl, Apyrne TOKCUYHbIe BELLECTBA M BO3AeNCTBMe Ha paboyeM MecTe OKCUAa KPEMHUS.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAeEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MMpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa labopaTtopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoAaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMOb30BaThCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsX U He

[0/MKEH NCNOMb30BaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIM kakue-1mb0 BOMPOCHI N0 AaHHOMY OTUETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMu Mo TenedoHy 8-800-444-36-39 1im ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

CucteMHas KpacHas BonyaHka (CKB) — xpoHuueckoe ayToMMMyHHOE 3a60/ieBaHne, Npy KOTOPOM MOTYT NMopaxaTbes
KOXa, CyCTaBbl, MOYKU, NETKME, HEPBHAS CUCTEMA W/UNW ApYyr1e opraHbl Tena.

TsSXECTb CUMMNTOMOB MOXET 6bITb Pa3/IMUHO. CUCTEMHOI KpacHO BO/TYAHKOW Yalle CTpaaatoT XeHLMHbI. BonesHb
06bIYHO NPOTEKAET B BUAE YEPEOBaHUA NEPUOAOB YXYALEHUS 1 yyULIEeHUs], 0f4HaKO nocsiefHee 06bIYHO NPOVCXOANT
TONbKO Gnarogapsi NpPaBuIbHOMY siedeHnio. CUMNTOMbI CUCTEMHOI KPacHOW BO/MYaHKM 0YeHb pasHoo6pasHbl. Mpu aTom
3a60/1eBaHNn BO3MOXHbI MOPaKEHUS MPAKTUYECKN BCEX OPraHOB U BApUaHTbl UX MOPAXKEHWS Takke 6bIBAKOT pas/IMUHbIMU.
BadkHO 3anofo3puTb BO3MOXHOE Pa3BUTME CUCTEMHOI KpacHol BOMYaHKM 1 NPOBECTM NpaBuibHOE 1006C/1ea0BaHue.
KnuHuyeckune nposiBneHns 3a6onesaHus:

. NnoBbILLEHNE TeMNepaTypbl TeNa, obulee owlyuieHmne HegomoraHus, notepa seca

. BOCM&a/IEHME CyCTaBOB, NPOABAAIOLLIEECH 60/IAMN B HUX, OTEYHOCTBIO U NOKPACHEHUEM

. CbiMb B hopme 6ab0UKM Ha Lekax 1 nepeHocuLe

. CbINb Ha APYr1X yyacTkax Tena, kotopas nosBAseTcsa uin yCcunmnsaeTcs nocne npedbiBaHnsa Ha ComMHue
. obpasoBaHune A3BOYEK BO PTY

. noTeps BOsOC

. anu3o[bl NOTEPY CO3HAHWS, HAPYLLEHNUS OpMeHTaLMN

. ofblLLKa, 601K B MblLLLAX, cNabocTb, CYXOCTb BO PTY U B r/1a3ax U MHOrme fpyrue.

MpodmnakTmka

MocKonbKy A0 HACTOSILLEro BPEMEHU He U3BECTHbI NMPUYMHBI Pa3BUTUSE CUCTEMHOI KpacHOIA BONYaHKK1, TO HET CNOCOGOB ee
npegoTBpaLLeHNs. Bbl MoXeTe npefynpeantb 060CcTpeHns 60n1e3Hn — n3berasi BO3AencTeus
COJTHEYHbIX Jy4Eil.
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A3BeHHbIN KONUT

leHeTvKa:
usyuuTe rnyoxe

O6pa3 XN3HK:
npumuTe Mepbl

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHhopmauws npefocTasneHa: Genex

Puck B gaHHoi

nonynsaynn:

HeunsBectHO

3ab6oneloT AaHHo
natosiorveli B Te4eHun

CBOE XU3HN

[JaHHble pe3ynbTaTbl OCHOBBLIBAIOTCS Ha C/IeAYIoLLEi, ykasaHHO Bamu, STHUYECKOI NpuHaaiexHocTu: EBponeonaHas

NcTouHMKN uccnepgoBaHna U pesynbrarthl

en/ ﬂOKyCl OfHOHYKNEOTUAHbIN Baw CooTHolleHne |AccounpoBaHHas YacTtora B MoaTBepPXAEHHbIN PMID®
nonmmopcbmsml reHoTUN? waHcos> annens? nonynﬂu,mm4 MapKep5
BSN rs9858542 rr 1.00 A 26% noATBepXaeHo 18438406
HLA rs2395185 TIT 1.00 r 56% noAaTBepXaeHo 19122664
IFNG rs1558744 rr 1.00 A 40% noATBepXaeHo 19122664
IL10 rs3024505 T/, 1.46 T 18% noATBepXaeHo 18836448
IL23R rs11209026 rir 3.28 r 96% noATBepXaeHo 19122664
Intergenic_1p36 rs6426833 AIA 2.10 A 51% noATBepXaeHo 19122664
MST1 rs3197999 L/, 1.00 T 26% noATBepXaeHo 18438406
NKX2-3 rs10883365 Al 1.20 r 46% noATBepXaeHo 18438406
RNF186 rs3806308 rr 1.87 r 60% noATBepXaeHo 19122664

OnpepenexHune aTnx TEPMUHOB HAXOAMTCS B /T0CCAPUM B KOHLIE [OKYMEHTa

UTo MHe cnepyet npeanpuHATL?

Balu reHoTMn cBUAETENLCTBYET O CpegHeCTaTl/lCTl/lHeCKOVI BEPOATHOCTU Pa3BUTUSA A3BEHHOIO KOMUTA. DTO O3HAYaET,
4YTO Balla npeapacnosioXXeHHOCTb K 3TOMY 3ab0neBaHunio conocrasmMmMa co cpegHecTatTuCTU4YEeCKUMIN nokasatennamMn.

[nsi noaaepxaHns 300p0Bbs PEry/sipHO NPOXoAMTE OCMOTP Y Bpaua, npuaepxvsaiiteck c6asiaHCUPOBaHHOW AVETbI U
3aHUMaliTeCh PU3NUECKUMU YNIPKHEHUSIMMN.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

FeHeTUUYECKUW 0630p

K npuumHam passutnsa si3BeHHOro konmta (AK) oTHOCATCS Kak reHeTuyeckue, Tak U hakTopbl BHELLHEN cpeabl 1 obpasa
XMW3HW. O B/IMAHUUN HAC/1eACTBEHHOCTUN CBUAETENLCTBYET TO, YTO Y SIL, C A3BEHHbLIM KOIUTOM B CEMEeHOM aHaMHese
HabntogaeTca 6051ee BbICOKUIA PUCK pPa3BUTKA 3TOro 3aboneBanns. o 20% nrogeli ¢ Hecneunduyecknm A3BeHHbIM KOUTOM
UMeLoT 6/IM3KUX POACTBEHHMKOB, CTPaJaloLLmMxX 3TUM 3abonesaHneM. bonee Bbicokas 3a601eBaeMoCTb OTMeYaeTcs y NuLy
CEeBEpPOEBPONENCKOro U eBPECKOr0 NPOUCXOXAEHWUS. [NaBHbIi KOMNIEKC TMCTOCOBMECTUMOCTU, KOTOPbI PacnosiokeH Ha
6-0li XpOMOCOME 1 COAEPXKUT reH, kogupyowmii PHO-anbga, coctaBnset ot 60% a0 100% reHeTU4ecKoro p1ucka pasBmTus
A3BEHHOr0 Konuta. B 6yayliem BO3MOXHa pa3paboTka UHANMBUAYaIbHOro NoAXoAa K NeYeHnto 3Toro 3abonesBaHus, Tak

KakK reHeTuyeckme nccnefoBaHus NO3BOMIAKOT NONYYUTb HOBblE CBEAEHNS O MexaHU3Max BOCNasIMTe/IbHOro npowecca npu
SA3BEHHOM KO/mTe.

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKNE XapaKTepUCTUKN TECTMPOBaHWS ObINN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAeEHbI
B COOTBETCTBUM C TpeboBaHusAMM CLIA (MpaBka k 3aKoHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMOb30BaTbCS UCK/THOUNTENBHO B KNIMHUYECKUX LIeNsX U He

[0/MKEH NCNOb30BAaTLCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HWKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

MHdhopmauusa npegocTasneHa: Genex

OnucaHue 3ab6oneBaHuA

Hecneyundnuecknii a3BeHHblid konut (HAK) — xpoHuyeckoe BocnanuTensHoe 3abonesaHne CiM3nucTol 060104K/ TONCTONM
KMLLKW, BO3HMKAOLLEe B pe3y/ibTaTe B3anMOoeCTBUA Mexay reHeTuieckumuy paktopamu 1 chaktopaMmu BHELLHET cpefbl.
O6HapyxuBaeTtcsa y 35 — 100 yenoBek Ha kaxable 100000 xuTeneii, To ecTb 3aTparnsaeT meHee 0,1 % nonynsauuu.
CumnToMbI 3a60/1€BaHNA:

. YacTblii MOHOC WY KalunLeobpasHbIii CTyN C MPUMECHH0 KPOBK, THOS U C/IN3W;
. «J/TIOXHblE MO3bIBbI» Ha Aedekalmto, «MmMmnepaTuBHbIE» NN 06s3aTeNbHbIe NO3bIBbl HA Aedekaluio;
. 60/1b B XUBOTE (4aLle B N1EBOV NOIOBUHE);

. nnxopagka (temnepartypa ot 37 o 39 rpagycoB B 3aBUCUMOCTU OT TSHXKeCTU 3aboneBaHuns);

. CHWXEHVe anneTuTa,;
. noTteps Beca (MpPV A/IUTENILHOM U TSHKENIOM TEUEHNN);
. BOAHO-3/1EKTPONUTHBIE HAPYLIEHUS! Pa3/IMYHOl CTENeHu;

. ob6uasa cnabocThb.

ViHorga BocnaneHne BO3HUKAET B APYI1X YacTsax Tena. Hanpumep B rnasax, neyeHn, cyctaBax Ha Koxe. Kak npasuno,
CYMNTOMbI I3BEHHOTO KO/IMTa NOSIBASOTCS B Bo3pacTe 15-40 neT. A3BEHHbIN KONUT 3HAYNTEbHO YBENIMYMBAET PUCK
pasBuTUS paka 060404HON KMLLKN.

MpodmnakTnka

MpodnnakTMyecknux Mep NPOTUB A3BEHHOIO KOMNTA HE CYLLEeCTBYET.

TeM He MeHee, HeKOTOpbIe JIHOAN MOTYT CHU3WUTL YaCTOTY NPOSIB/IEHNA CUMMTOMOB, He YNoTPebnsaa onpegeneHHble NPoayKTbl.
3T0 MOXET 6bITb OCTPas NLLA WM MOSIOYHbIE NPOAYKTbI.

Ecnu y Bac A3BEHHBbII KONUT, Bbl MOXETE YMEHbLUWNTL €70 NOC/AEACTBUA A8 opraHu3ma. [i1s aToro npuaepxmsaitecs
cbanaHcpoBaHHOM U NUTaTeNbHON AneTbl. YNoTpebnsaiTe 60/blue BUTaMUHOB U NUTATEIbHbIX BELECTB, Jake Mexay
nepviogamun 060CTpeHUs. ATVM Bbl MOXETE YMEHbLUNTb OC/TOXHEHWS, BbI3BaHHbIE HEAOCTATOUYHbIM NUTAHUEM, Takme Kak
noTepsi Beca Win HN3KN YPOBEHb JIENKOLMTOB.

$3BEHHbIN KOUT YBENNUYMBAET PUCK PA3BUTUS paka 060[404HON KMLLKA. CaMblil BbICOKWI PUCK — Y Nlofei ¢ 06LWNPHBbIM
BOCM&/IEHNEM, KOTOPOE NOPaXaeT BCIO 00040UHYIO KMLLKY. Takum /iogaM He0OX0AMMO peryiipHO NpoxoauTb 06cnefoBaHve
006004HOW KMLLKW, YTOBbI BbISIBUTBL pPak Ha paHHeli ctagun. MNMocoBeTyTech C BpayoM Mo NOBOAY YaCTOTbl NPOBEAEHNS
KOJIOHOCKOMUN.

M3-3a N10Xoro nuTaHms nnmn noboUHbIX 3peKTOB NIEKapCTB OT KONUTA MOXET PasBUTbLCS 0CTeonopos. Mpun aTom
3a60/1€BaHNN KOCTWN CTAHOBATCA 60Mee Xpynkumu, 4TO MOXET MPUBECTU K X Nepesiomam. Pa3snTre ocTeonopo3a MOXHO
npefoTepaTTbL NPV NOMOLLM IeKapcTB, AOCTATOYHOM (PM3NYECKO Harpy3ku, npenapaTos Kasbuusa 1 BuTamuda D. Ecniny
BaC A3BEHHbIV KOMWT, NOCOBETYITECH C Bpa4OM O NPodniakTuke ocTeonoposa.
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

noccapui

1 - B pamkax AaHHoro 1ccieaoBaHms 6bl11 NpoaHanM3MpoBaHbl OAHOHYKIEOTAHbIe NoNMopdu3Mbl (OHIT), Tak e HasbiBaeMble
Mapkepamu, B (hyHKLMOHa/IbHO 3HAYMMbIX YYacTKax Ballero reHoma.

2 - Balu reHOTUN — 3TO HYK1EeOTUAHbIN cocTaB uccnegyembix annenei (PyHKUMOHaIbHO 3HauYMMbIX yuacTkoB JHK). HykneoTnaHblin coctas
BaLUMX asnenein aHanM3vpyeTcsl Ha NpeAMeT Movcka B HUX OAHOHYK/IEOTUAHbIX 3aMeH, acCoLMMPOBaHHbIX C 3aboneBaHuem. Beugy Toro,
YTO YenoBeK HacneayeT [Ba BapuaHTa OfHOW annenu (HacnegyeTte ogHy KOMWio OT MaTepu 1 OAHY KOMUIo OT 0TLa) nokasbiBatotcs oba
BapuaHTa (Hanpumep /T, nnam AIT).

3 - COOTHOLLEHVE LIAHCOB, 3TO CTATUCTUYECKAs BEPOSITHOCTb NPOSIBEHNSI 60/1€3HM Y NALMEHTA, UMEIOLLEro ansiesb, acCoLUMPOBaHHYHO
C 3a60/1€BaAHMEM, MO CPABHEHWIO C NALMEHTOM, HE UMEIOLLM TakoByto. CooTHOLLIEHWe 6onee 1 nogpasymeBaeT NoBbiLLUEHHbI pUCK
nposiBNeHus 3a6oneBaHusi. COOTHOLIEeHUe MeHee 1 NoapasyMeBaeT CHDKEHHbIV PUCK NPOsIBNEeHUs 3a601eBaHus.

4 - PacnpoCTPaHeHHOCTb Y 3THUYECKMX TPYNM - 3TO MPOLIEHT Ntofel, Y KOTOpbIX Oblia HaligeHa onpeaeneHHas ainenb B M3yYeHHo
3THWMYECKOi rpynne HaceneHns (eBponeongHasl, asuarckas, adprkaHckas, naTuHoamepukaHckas).

5 - MofTBepXAeHHbIE MapKePbI SBAIOTCA U3BECTHLIMW TEHETUUYECKMM MapKepaMmii C MakCUMasibHbIM NoKasaTesieM AUarHOCTUUECKo n/
WY NPEANKTMBHONM 3HAUMMOCTK, B TO BpeMs kak OTHOCUTE/IbHbIE MapKepbl ABNSIOTCS NOMMOPIM3MaMU, BbISIBNIEHHLIMW B pe3y/bTare
HECKO/bKUX NOC/IEAHNX TEHETUYECKNX UCCNef0BaHWI, HO He COOTBETCTBYIOLLME CTaHAAPTaM CTaTUCTUYECKOW JOCTOBEPHOCTMY.

6 - PubMed — 370 oHNaliH pecypc, HaunoHanbHol MeamumHekoin 6uénmotekn CLUA, koTopblli cofepxuT 6onee 19 MUIIMOHOB CCbINOK
Ha cTaTbM 1 Hay4Hble uccnegoBaHus. VigeHtudukarop Pubmed npumensietcs, 4To6bl ONpeaenuTh Kaxayro cTaTbio. Ero MoXHO HailTn Ha
cante http://www.ncbi.nlm.nih.gov/pubmed
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XXypHan nsmeHeHui

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

Bo3MOXHbI Tpy BapmaHta N3MEHEHUI oTyeTa. VX onmucaHue npmeegeHo HWXxe, ¢ ykasaHnem Bcex BHECEHHbIX N3MEHEHWIA.

KoppekTupoBka

OTueT cHabxaeTcss KOMMeHTapueM “KoppeKkTMpoBka”, eciv umenach owmbka B
reHeTUYECKMX AaHHbIX, MO0 B aNropUTMax MHTEpNpeTaLum reHeTM4eckon nHopmMamm,
NOB/NABLUNX Ha pe3y/ibTar aHannsa naumeHTa B npeablayliem otyete. Nocne BHeceHuA
1cnpaBneHni, Mbl CHAbAUM MX KOMMEHTapeM 1 4aTOl B pasgene pesioMe U Ha
CTpaHMuax AeTasibHbIX ONMCaHWiA, a Takke ONoBECTUM 06 M3MEHEHUM Nlevallero Bpaya
no TenedoHy WA 3/1EKTPOHHOM noyTe. OnucaHve N3MEHEHWI ByAeT NpeACcTaBNEeHO B
lMpunoxeHuu, ¢ ykasaHnem Aatbl BHECEHUSA.

OGHOBJIEHO

OT4eT cHabxaeTcs KommeHTapmeM “OB6HOB/IEHNE”, eC/IN Mbl BHOCKM CYLLLECTBEHHbIE
N3MEHEHWS B OnmMcaTe/lbHyH YacTb OAHOMO U3 HalUUX OTYETOB, HeobxoAVMble AN
Y/YULWEHNA JOCTYMHOCTY WX TOYHOCTU MHpopmaLumn. HekoTopble 06HOB/EHUS, Takne
Kak rpammMaTtumyeckue nonpasku UK NCMpaBieHns oneyvaTok, MoryT Npon3BoOANTLCS

6e3 cCHabXeHMA KOMMEHTapUeB, U Mbl He ByeM OTNPaBAATb COOOLLEHNSA O KaX40M
06HOBNEeHUN. OnncaHne 06HOBNEHMA ByaeT NnpeacTaBneHo B MpuaoXeHun, ¢ ykazaHuem
[aTbl BHECEHWS.

JononHeHune

OTyYeT cHabXxaeTcs KOMMeHTapmeM “[onosiHeHne”, ecsiv Mbl BHOCM CYLLECTBEHHbIE
[0MNOMHEHNA B ONMcaTe/IbHYI0 YacTb O4HOMO M3 HallMX OTYETOB. [locne BHeceHns
1cnpaBneHni, Mbl CHaAbAUM MX KOMMEHTapUeM 1 4aTOW B pasdene pesioMe U Ha
CTpaHMuax AeTasibHbIX ONMCaHWiA. Mbl MOXEM YAaNNTb KOMMEHTapun Yepes 6 MecsLeB
nocne BHeceHusi. OnmucaHne N3MeHeHuii byaeT npeacTaBneHo B MpunoxeHun, c
yKa3aHvem [atbl BHECEHUSA.

© 2011 Genex. Bce npaBa 3aLuLLeHbl.

3aseaytowuii naboparopueii: Joktop James R. Nickel, MD Homep CLIA: 05D1092505 Bepcus: 1.0

4045 Sorrento Valley Blvd., San Diego, CA 92121 CrtpaHuua # 69



